82.

83.

84.

85.

86.

87.

88.

89.

90.

91.

92.

93.

94.

Frile: B13 - EIRZEDOAFRIC BV 2 WL K AR 7 T OREL I B B 158

BER EHERE IR JIEBE: T A
U7z PNET @ 1 6. #5526[8] H 457 8 M E 5 5
RFEMARE, FH 2010645

Dien S, Taguchi K, Fukunaga A, Nishigori C: Best
timing of topical application of DNA repair enzyme
to obtain both reduction of cyclobutane pyrimidine
dimers and sustaining immune suppression sgyrt
Narrow Band UVB exposure. American Society
for Photobiology, 2010.6.11-16

FREXE, KEER R % JIH B £
BHLE], HIIE, MALELL: BEAEORE
R L Bbn/: 16, B49EBEREERFEEKR
B4, KBk 2010.5.22,

BEABE, HAREE, MRIE, WWHTA, B
2, FIETF, #HAKRFE : Hermansky-Pudlak fE
BEREIIEB R E ko 72 1 6], 85109 H A
BEERFERES, KR 20104.16-18

SRREER . BEMBEOEYFEEEFTEORNA
EHETERE. B109HE H AR B FEARE, KK
2010.4.16-18
R TET
Ly T b—.
2010.4.16-18,
KEER : FILeRE (ma— - BFRELE
te) HLVBETFIRE L B~ OH. 4109
HAEERFEES, KR 20104.1618

KEE R, £)I—FF, BEKEH, REEE, )
BEE JIHEBE: TR ERIC R REREE v 88
H7z26. F109H HAEBEHFEEERS, KR
20104.16-18

BNBREELZOTH—XF 54
109 H AR MR F&#HE KK

WEMEE, MR AR, REEER & E 8
FERER, JIH B EAKEE: E5EEE
BT A BEFAEBOBEMRE. 55109H HA
BRI EARE, KB 20104.16-18
BARTE : AMOEEE. #5109 H A5 i FH4
, KBR  2010.4.16-18

BHEF, FREXR FEEHE )IERE, M
B BE 14 trisomy A%\ 72 & 17z Linear and
whorled nevoid hypomelanosis @ 1 #. 481090
HAEERFRHBSE KK 201041618,
SHEM : FERNARICBITILZ 77 7Y —FD
SERISIIICEE L C. 55109 H A B7 8 B &
&, KM 2010.4.16-18

A B S EERMEEICEIT S STAT3OE
HALE FDEWZENERICOWVT, $H109E H A
FEMFERRS, KR 201041618
HEEEF SHEH HFTH, FIL—H:
E5109[] H A MRt F e, KK 2010.4.16-18

A

95.

96.-

97.

98.

99.

100.

101.

102.

103.

104.

105.

106.

SHEH  BEEBLEOT A FF 4~ §109
Bl H AR ERESEE KR 2010.4.16-18
EHA, BHEEL, BARM, BJIDEKH,
BIi—, B B, &4&XE JIO 8B, &l
Be, SHEMH FHIEERE  NSEBIIRERE IR
B CEE L 72 11% & Ehlers-Danlos fE % & 0 —
Bl 20104 M ZF P AR B4y, 2010.4.15-17
KEER B OBW & IHE. TR IImeE
REMESEE - FesEEMMES KK
2010.4.12

BARE, EBFED, TwHEH RH E, /-
N 77 BERAAZME o 5 HE S E
DIEFE. H65E H A ERFER LR TS, F
KF 2010.4.

Kawada A, Hirao A, Oiso N, Kawara S, Wada :
Follicular mucinosis associated with adult T-cell
leukemia-lymphoma. American Academy Of
Dermatology 68th Annual Meeting, Miami,
Florida, USA 2010.3.5-9

Hirao A, Kawada A, Oiso N, Kawara S: Pityriasis
rubra pilaris with preceeding cytomegalovirus
infection. American Academy of Dermatology.
68th Annual Meeting, Miami, Florida USA
2010.3.59

Sasaya H, Kawada A, Oiso N, Kawara S: Phylloid
Hypermelanosis caused by three aberrant cell
Lines of partial and complete monosomy 13.
American Academy of Dermatology 68th Annual
Meeting, Miami, Florida, USA 2010.3.5-9
FHKKEE], FRXE, BHEHEE KBER I
FE JIHEEE: A THY Y oNEIck s -
bR REASREO 1 5. 55730 H AR HE
FRWFIEBFAMAE B 2010.2.20-21
TEEF, REER RAERL, Hk%ER, &

I, FHEE, JIE % JIIH BE: ¥—
FEAIE—PBUNAEHTH o ZREN~DER

BUEEBAAD 1H. H4170 HAREBRFERK
B A4, KR 2010.2.13

KEER : AERETE : BE0MA. £ 1HK
B - mEERE RS, K 2010.1.16
KRB : B OBU & IRE. TR AREESY

BEEEZBEN Ly — - A T2 723

—, KB 2010.1.7
ek, BTEMET, JIICO%E—, Katrien Storm,
Winnie Courtens, B H ¥, &% K R *:

Oculocutaneous Albinism Type IV: A Boy of
Moroccan Descent with a Novel Mutation in
SLC45A2 #E22EEmFMisEs &M 2009.12.



107.

108.

109.

110.

111.

112.

113.

114.

115.

116.

117.

118.

FEZEHPAUE RS (FRRERPIZEENR) ReieiEs

56

OB, NERME, 32 AT /%4 M0
IR THH Tyrpl B5F, $£220HAEBE
MRS FEREMAS RE 2009.12.56
WEEZ, MEIEF, JNOK— EH 5B &H
A R 3 :Functional analysis of OCA4 mutant
sequences using under white mouse melanocytes
553410 H ARFFE R i 2% &R 2009.12.4-5
WEER, $HARRK, EH 35 : Knockdown of
ADARI gene expression in cultured melanocytes
by siRNA #5341 0 REFEF BRI %4 B
2009.12.4-5

KEER SARE BHNSE RNEL M
HEF B WE £ JIH B

Milder piebald family with a dominant negative

mutation in the tyrosine kinase domain of the KIT
gene: is there a second modifier gene? %534[H H
AR AR S fBE 2009.12.4-5

Oiso N, etal. (7 A H# 1% H) : The 34th annual
meeting of the Japanses society for investigative
dermatology. Fukuoka, Japan. 2009.12.4-6,
Oiso N, etal. (7 A # 13 H) : The American
Society of Human Genetics 59th AnnualMeeting.
Honolulu,USA 2009.10. 20-24

Hexh, €HEH FILU—8: SEEEE
DIMERHEE T 5 CO2EE  §60E H AR
JER RSP E MRS, A 2009.10.10
KEE T, & HHMF I3 P Waardenburg
syndrome typed |2 IR % £ - 72 PCWH @
—Bl 60H HAEZEHESHHIHRE K
#X 2009.10.10

HBRFEE M 2427 v Ty THRIBEEEE
BEEODOQOLZUET S  560E H A5 g F
FRPETEARE  HE  2009.10.10
RE—M, & & HHES B & W
R, #KEF : Hermansky-Pudlak fEfEEE O 1
B SBT3ERE LI EM KRS, BHF 2009.9.26-
27

BARREK : R LA TFREFEAM~EHHEER
F &~ HBEERBHZEREFHRIMTSEMTE S
&, ANF  2009.9.6

Murata I, Hozumi Y, Yasumoto S, Kubo T,
Fujimoto W, Horikawa T, Kondo T, Kono M,
Tomita Y, Suzuki T: Four novel mutations of the

ADARI1 gene in dyschromatosis symmetrica
hereditaria. The 4th Joint Meeting of Japanese
Dermatologist Association and Australasian
College of Dermatologists Sapporo, Japan

119.

120.

121.

122.

123.

124.

125.

126.

127.

E.

1.

2

2009,7,10-12

Suzuki T: What's new in albinism. The 4th Joint
Meeting of Japanese Dermatologist Association
and Australasian College of Dermatologists
Sapporo, Japan 2009,7,10-12

BARRE  BENEEREREDORTOES33
B HANEE ERFRFEM RS, T3 2009.7.45
SHEH  FEEEIEO T4 F5 4~ 5108
B HAREERFE SRS, fRE, 2009.4.24-26
HerEh, £HER FU—#: HEEEE
DOIifRZ  H108E H AR ERFA SRS 18R
2009.4.24-26

WEEETF, SHER, IEEEH, FHET,
F 11— Bf : Erdheim-Chester 7% ®—%] £5108[a]
HARERFRHE 18R 2009.4.24-26
BARE : HMEOGE, 108 HARZHR ¥
we B8R 2009.4.24-26

BARER  BERAEFEORN L AFHERE 4108
B HAKERFESRES BE 2009.4.24-26
REER, FHE, EHME FIEL M
REF, sARRREK ZF/HEE, FHERE
H BE: HE KT #ETFEEL MCIR B5F%
HICE WV REBREEZEZEUHARATZSE
108 H A K BB &8s fEH  2009.4.24-
26

ANNEF, BREE, HBEEL Bl
OB, AEESE, WEEE, EH OB K
RE: BETFBETPOIREEEREAIEE 2
Si7- 160 4E108E B AR EHEARE EE
2009.4.24-26

AV I EEHE D HER - B8R

WS
&L

. FERBFE

=L



L. PEIEE AR ORBERNE R O R T DO



EEFEHMAMRERS (EaRENRMEESE)
REMRRES

HSE DB BIEME R O iBHEREF DML

WhgeftEs A ol — BH
KR 5B 57 T8 R i

BERMEEL > LRAREORBEBE L EREBHESTHY, KXY, BREITAZThOKREICLY %
BEENVEL S, BRRICHOEAM TERERIRARICERT 5. £LAXRER, &HFW, 8
CRERLE ENRFEBEDEHDREDLHICHIEEEBEPREIRTH 55, HESHICEEFRE
PREESEEOHY, BHIYEBICSIEDATOVWEVDOYPRRTH S5, AARETE NS DOREE
BRRT 2 ENTSE, FMICKUZAMOBIELE () AR FT12 (F) E2ERL, &5
LENLGEFRELRTL, SAMORERE BBEDREBFL P L, 5, TETFT L IALANILOR
FEICED GEYILARIES CRIER O TR, AMEDSMEEMIL, TORREBEICETL TWE

f:b\o

A. BB

HEEICESEEARRPENEARSOBRREDOER
BidedE & AR 8 R fEe £ 72 OO, RIEEBE, MEHEI
BLESOREREEEEERRELES CREFBRREDOE
CERLGDEBRPRELTVS, A THREEERIL
HEENSL, BEOQOL %% L KT &5 15H#E
IZHEPUET, BROBEEDEVEEEORETH S,
SEEAROKREE L CEECRESN, BOMEEE
i, RWMREEHSIEZSNTBY, HEMICIE
PR SEHRED Y, FOREDEH HIERCHE
B, EEROFKGICEVYSRD ObNE, BEDIILEE
REEEERL Y Z2&h, WWEAEIATOA Fost
I, BHGEERET, ¥4 I D3EE, FyroY aAk
E, TURS TG VT4 VEE S OIIIE A OREEM
HIHEAT S B HMAI S HESL S N7 HEE R BRETIE %
{, HHEDZ A 7B BB L D IBESRSE
ho —F, BREOHABIIABEHIVHIL, £
EAZET, BENBOBREDHIEIT 5 EEICE
BT, LIZLISHEA OAHEEZE) . fEoT,
BHICHEICZHE L, ThASEHED RIS RIGE
WEEHETHD, L2 LRV LREATRINGHED
DT ERCIHEIRE S VA, % OEEBDHEEDR
ENTI, BROBVERETBREBTINATY
bo £ TEY, BMAOHKROBWEELELL, &
B2 EERAE CEAROEE, HEDRYHL I
T2 LRI, ZEABICHT LEERHTRL, BEO
DU EIBBEOBOT A ¥4 2B L, IEMER BT
EIERIZS o TGO % BT,

B. HRHE

1) BROEFFHER VB EEEOTA FI4 D
=N

BB ER - REREOREF LT EDICL
EEBTHY, HAOEBICL) ZORBENER -
TL %o HEEIC L o TIER T CHEMEM A5 < H#E
WEEBTAIRETH D, —HHMIC L o TIEHHE
DRBED 72O EMELRBMATRT R TH 5120 2D
boLT, BMEZWICIEGETRESLELLAD
D, BEPEMICBI 2R TV ARVWEDL SV, 22
TEF, AR 2EBOSWEREZERL X512
EEN R EFERE L M7 LS BROFIEERE & IGRED
REEBHLNITH L & HITEERS 2L LEROR
WIRONEED T A B4 2 % ER L ClYI 2 &
BEOMEL % D EF,

2) ALHBEERT 2 BV iAEOH L\ iGEED
%o

AR D H 2 TEOBERFH, SHEEEKEELF]E
RITEEZTRE Lz, ZOBRIZE[AOTENE
HBEDF R ALl CREERFOEWH R EELZ A
L7z Zhid, ALHOREERTFOFELY 7
FNDS, AT ¥ A NeAlRO 7 O A b= R4
LT, BEEEROFERBRICES L TWAIREEL
RETLLDTHE, TOMFICBNT, AL, A
L O REER TEEILE KTV 7 F VBB EEE
BORRICHES T2 200 SREMRET B /-5 2
WEt, ML, X5 ¥4 P OREEREZNLTH
LMNIT B ELICEFEEARICHT 2 RESERTF O



EAS @AM RS (HRAMRERT R EE) BEMEREE

FESEL L QBRI HICDWT ORET 5,

3) BEHARICB) 5 EREERAEER ORHREIC
9 BH5E
REEFHEERPHVERNCERETHL I EE

FTTIHE L TE72. SESEHEBE BEEEH

HROFLMIE & EEREFMEE 2 BOBOREE

L, REMEIEFH L COHEEROENE BT S

ZET, REMPCVTIRE LWCIBEERRE T BT

5o
4) BIEMEEROEHIIZBT 5 BIEFREREER
& DIFAT
EEEEAROBEHREY VTV EFEICERLTH
h, INSH IV EAVCGEREEFREYE, BEETED

AT 24T o

C. MEHER

BHMOEFRAE, DHEEOHT K51 DER
1) BEOEFERE (FIL—8H, HARRE)
HAEAM, HEEDRKNZ:7EIIHER S OM %
Wiz, BRME, BREFNZROEK - AREDOR
R ITok (K1, M2), ZORBSHICLY
T oy — NeER L, EICEE R EREERRICEM
L, &E262Msk (FrBAKILERII2,9864 D) LD
RE&E 287z, FREOBHFEEEI1748%, BRED
HREEI36,359% THo72 (M3)o SEDT ¥4 —
MZEOBHBENCIBITAEHZET 5 REDHEEDH
BT ICEDSVTHL P o, DT LT,
BEEREBIIBW TIIRER~OBFREFEEICRE R
BEER-TELEHIL, BREEBIIODWTIRZFOE
BN SHEESE PSP L2, ThETIZS
DL BRBEIRLBOTCEELRT— 5 Th b,
2) BUHEEDTA F5 4 O (Frib—B, &k
RE, EEPH, LO®E, KER £HEM &
)
EFBHOARIHEE L REREMEY EFE LT
HEEOZWEE, HEESZMHILL, Zhucd eon
THROBWTEBEDT A K54 YERT A2012, &
E OB ERRERREIIERT v — b2 %N L, AT
DEFEOBIREMEF L2 (M4). HbETIHETD
NTWLEENREEROIE TV AL NV EREL
7oo AMEREITRBR, AR, ERERERBUCEET A
FIA4YBRERER L (H5). SBIIBEITON
TWAHIREO B, BREIBN, HEHM, B
%, BIER OFHME & & OBFIRE% IR L 7280 72 ik
BHARTA VEERTAFETH S,
B OAEDR DR
1) SEHEABICHT2BEFEOEEOE HEORE
(Fib—A, $ARRZE, WOk, BHEe)

ZHENRRE (AT704F, SEDHAD, RI0R
B, AREEE (RFKEERBHER 1IYVI=ST
TR OBFREIZOWTHRET S,

ZEMEARICH L THEA OBESHEITEN TS
2, IhoOFREORBEEZIN TRV, £2
T, SRR TERN R £, 2EEEBEICR L CE
TLASEREORBEL 1. BHEE 2. 4EF
3.MEE R EOWBICEVEETT 5, 1 ICBEL TR
FAERMORBEE, 2. 2B L TREMNICEER
EREGBHBAT 55 L <13 Lab (2 CHEBHESIC TS
W3 5. F 72 4FHE: VASI (Vitiligo area and severity
index) # 227435, 3. WAL TEEHEIIT >V
r— M AET S, B3 OOBEH, SRS LIES
5, BRSO W TRET L L& REIRRO AR % )
W45

SEBEITEME, MRHIEOFBRRZRIC THRE %
BE L 72,

BB O#H L WEEEDRRE

1) ALHRBIC N 2 FBmE R F % v - BB HT
LWIGRIEDRS, (Fili—B, KExL)

SEEABE, AT /A M EENETLEEED
REMEREEZONDL, F I THRELRAROAILME
Rl BV THEELZ R TV EOPDBERFIZDOWT
a2 ATz, EORE, MIBI218GI0 FBEL R JE
DrIF 7L MIBNT, FOREHICEETLD
B\ STATS DAL E A & D7z, & SIZEBDER
T3 IL-17A/CD4 17BN LS — T fifa ASELEz b &
FUMCEE L T, S5 EEFEHARICH LAEE
HFOHEELR EORKRISBIZOWTHHET 5 FE
Thbo
2) SEEARICB T AREERMEIERORREIC
B3 A0 (LO#H%E)

REEFHEERSE RN CEETHL I LI
BEICHRE L C &7z, SERET R CIEEMERORRE
MR K VE R AR SE AL % 5528 U /2o 3-5/CHEACE 28
L7BICRNAZHH L, cDNAXYAL 207 L4 %56
TL720 TVADRRI Y EHEERTFERY AA,,
ERICHLTELVWREEOZS GPNMB B L TR
2 e TEZ, 20 GPNMB E#GIAZER L,
REIME EEH L ORBEEOZE Y REHAREE RO Y
IRy 7y MEZRAWTERL NV THRERME L
720 GPNMB OHUF R OZEIC & ) FERIEVER
E/HIENTE, (1) REEERBICHMRLE
HEHE CHEHRICET ZIMEEZRD, (2) v VEFR
—BICHE ) HEH CRIABORA %30 L IEDDH
272, (3) BERICHEEN, 25 /94 FRUT
TN AL BN s RFIZOET AHEED
D, ZORFIIEREOBEBEE TR L iz, BIZT



Frili: BB TR [ OB RRTEST O L

VNN AR E T { B IC AR TIE
RSNz,

3) BEEEREOABOREICET 0388 X VA

BEORSE (GHEH, KEER)

SEEERE LR Tl A S 130 S N B D F D
FRARICHE T A IEITEY, FTIIRENEEO S IZERIC
BREUHE & 0 B O AR H KL a2 v
T, TSC1, TSC20 LOH DA, ckit DEBOHFED
WEEREL, BERZOPOBEKFEVIRZE TS
N, SHIETEED D,

%72 (1) pigmentary mosaicism JEBiZ, BFEIH
HFEINERA LR CERBEOHEERELYH L TV,
(2) REBEEZE) TS EEME, KITETZT
ZRL MCIRBETFIEERBHSMEAZREET LI L
PR L7 (3) ¥—FA2AaE—T, BEZEERK
U REB R R E CERM T IS 22 L,
4) BRMEAREEIINTAIAET T -T2 AL ID
SHEOME  (BREES)

SEHARBECHETI T —TVa AL 72 HLELE
BEIINLTHET T — Vi 7igERITY, fHE
B & {8E# D QOL %At % DLQI (Dermatology Life
Quality Index) % F\V>CEHE L 720
B, XA 7ER 2 o B EEANES
kL7,

HETT—TVaAL 7 %7 T b EEIL DLQIR
AT HB5907 54481 FE LTz, —F, FEZHEHET
1%, DLQI#A I T 953184 54.3612 2 L L 720
MEICBIT A EMTEEEL b o> T (p<0.005),
5) ZEEHBBREICBIT A H5EEESE
(HHETF)

SEHAREFIIREOBURLEOHEIZL - T,
BRI ANERICEELZTAZ LIRS ITEBHTE
5o BFEIZQOLIMET LB D 5208, HED
DIEMNLREBREBZELZY, ALT757—2 a7
DALHE R BICET BB L E0 T ORENEY
OHEZEENCHEL, TOFMHAEEEMKT T 275
L +aEZLNLZ P LBEEAROTEAEENE
DEEDZEBIZOWTRE L2,

WPAIGH A a2 712 &0 %, HBEIREBERFOZE
HEREEOEEELRLZ (M6) FEFMITERC
BEEZZITR2 VY, BEEECOHEHEEEIS -
72
D. £ =

FBEE, AFICBWCIER A IS 22
e, HEEED R, BEDWP oL TITHESNT
WE BERLHEREERPZT SN TICHESEFE 1T
ECEREBHNER LRV LN TS BEVSEF

T 5o SEAFEICL Y BB/ FHREDSIEHE
RUEERREFHS PSS, HEE TR LTSNS
CEIZE D BEOBMERIEN IS, S5,
HBEDBWIEE L RBEOT A F54 Ve &N s =
Lizkh, BEEEREOHEBICEL T, BEHICH
EBWN D EZORER, MOESHEHOBERLEESL
BHIX WBIATE D, E5I2, BRREEEIHEEL
TWRWEEERAKRO &) 2HREOHBICOWTIE
RFRTZ o IIEENTREIC 2 0, BIEA, BT
B OB RIEBEOBRDTEIZAR Y, HROAWME
DYEHIVHIFTE, £ OBREIHHIERH O M
ENb, NG IEFEEICEIDIRELEELT I
Y, EERBESHRS NS Z LX), EEEE
DEBEPLATHEERTHALEZONSL, &5
2, BB OISR EESORIRZ &tk
CENTVBEHEOHKERCHEEEEOM EIZD
F59 5,

E. #& &

AT L D F L DVIRRESHEL S D Z LIl
X, & COBBIPERTH o 7IEGI b B2 1EE
ZRMTE D Z L1240 ) ZOEFEEHFIZRIIEK
THhbo

F. f@REebRiEm

B
G. MREHEEX (FlR21EE)
1. SRMHEE

1. OisoN,etal. (4 A\ 175 H) J Eur Acad Dermatol
Venereol 2009; 23: 359-361.

2. OisoN, et al. (9 A 1% B) Brit | Dermatol 2009;
161: 468-9.

3. OisoN, et al. (3 A 1 %H) Clin Exp Dermatol 2009;

4. Tanioka M, Miaychi Y : Camouflage for vitiligo
(Review Article) Dermatol ther 22(1): 90-93, 2009.

5. Tanioka M, Takahashi K, Miyachi Y. : Narrow
band ultraviolet B therapy for inflammatory vitiligo
with raised borders associated with Sjogren
syndrome. Clin Exp Dermatol 34(3): 418-20, 2009.

6. Tanioka M, Yamamoto Y, Kato M, Takahashi K,
Miyachi Y. : Vitiligo vulgaris and autoimmune
diseases in Japan: a report from Vitiligo Clinic in
Kyoto University Hospital. Dermato-Endocrinology
1(1): 43-5, 2009.

7. BREFE, NEOBBEE AL, NEOKE T
TV Q&A (BT & IRHEAL), p304-306, 2009.

8. HHAM, WMeRWEER NNEOEEN7 7V



10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

FAEF B RRENE (IR BN EEER) RIEEREE

Q&A (W& iR, p251-252, 2009.

L BEHRE, UNEYA—ZFIARICLERELE

# {95, Visual Dermatol 8; 840-841, 2009 34: e311-
e312.

M. Wataya-Kaneda and 1. Katayama :

Dissociate expression of TSC-1 product hamartin in

a skin and pulmonary lesion of a tuberous sclerosis
complex Hum Pathol 2009 40,430-434

Gunadi,Kenji Miura, Mika Ohta, Aki Sugano,
Myeong Jin Lee, Yumi sato, Mari Wataya-Kaneda,

Ichiro Katayama Chikako Nishigori, Masafumi
Matuo, Yutaka Takaoka, hisahide Nishio : Two
Novel mutation in EDI Gene in Japanese Families
With X-Linked Hypohidrotic Ectodermal dysplasia
Pediatric research 2009,65 453-457

Yukako Murakami, Mari Wataya-Kaneda, Mari
Tanaka, Akira Myoui, Yoshiharu sakata, Ichiro

Katayama : Case of schwannomatosis The Journal
of Dermatology 2009, 36 508-511

Murota H, Kitaba S, Tani M, Wataya-Kaneda M,
Katayama I : Effects of nonsedative antihistamines

on productivity of patients with pruritic skin
diseases. Allergy. 2009 Nov 4. [Epub ahead of
print]

A, BHE, £HEH BB F—, WHE
B - SRR A R E IR B E 1 B o
7o fl—, R IRZH < 31(3) ; 313~316, 2009
SHE®R, FIU—B: 77 7)—RINTLEER
T, FRRZHE ( 31(3) ; 357~364, 2009
EHEZ, % &, & F SHEE HEEH
F, FLI—B: »0aztE) KEEBEETOY
BAEEEOFiE b A5 3 HIEPIEEIC L 5T
EWROME!, Progress in Medicine 29.7.2009
EHER  HEEFEIVED S TIRE LI L WIRE
#E,EEDH YA vol.230 (11) ; 981-986,2009.
SHER . BEEELEDOTA 74 ¥, BHARKE
BEHESHERE ,119(13) ; 2550-2553, 2009

Konno T, Abe Y, Kawaguchi M, Kondo T, Tomita Y,
and Suzuki T : Functional analysis of OCA4 mutant
sequences using #nder white mouse melanocytes.
Pigment Cell Melanoma Res 22 : 235-237 (2009)
Konno T, Abe Y, Kawaguchi M, Storm K, Biervliet
M, Courtens W, Kono M, Tomita Y, and Suzuki T :
Oculocutaneous albinism type 4 : a boy of

Moroccan descent with a novel mutation. Am J Med
Genet A 149A : 1773-1776 (2009)

Murata I, Hozumi Y, Kawaguchi M, Katagiri Y,
Yasumoto S, Kubo Y, Fujimoto W, Horikawa T,

22.

23.

24.

25.

26.

27.

Kondo T, Kono M, Tomita Y, and Suzuki T : Four
Novel Mutations of the ADARI Gene in
Dyschromatosis Symmetrica Hereditaria. J
Dermatol Sci 53 : 76-77 (2009)

Yoshizawa ], Hozumi Y, Katagiri Y, Kawaguchi M,
Shimanuki M, and Suzuki T : Mucinous eccrine
nevus. | Eur Acad Dermatol Venereol 23 : 348-349
(2009)

Sakai K, Akiyama M, Yanagi T, McMillan JM,
Suzuki T, Tsukamoto K, Sugiyama H, Hatano Y,
Hayashitani M, Takamori K, Nakashima K, and
Shimizu H : ABCA12 is a major causative gene for

non-bullous congenital ichthyosiform
erythroderma. J Invest Dermatol 129 : 2306-2309
(2009)

Oiso N, Kishida K, Fukai K, Motokawa T, Hosomi
N, Suzuki T, Mitsuhashi Y, Tsuboi R, and Kawada A
: A Japanese piebald patient with auburn hair color

associated with a novel mutation p.P832L in the
KIT gene and a homozygous variant p.I120T in the
MCIR gene. By | Dermatol 161 : 468-469 (2009)
Hayashi M, Saito H, Monma F, Katagiri Y,
Kawaguchi M, Mitsuhashi Y, Abe Y, and Suzuki T :
Linear IgA bullous dermatosis associated with
herpes simplex virus infection and Kawasaki
disease. J Dermatol (in press)

Umekoji A, Fukai K et al. : Rapid detection of
B.henselae heat Shock protein by nested PCR
fromSwollen lymph node of a patient with Cat
scratch disease. ] Dermatol36 : 548-50, 2009
BARE BREEIE2) B, FHERRKSL:
1503-1509, 2009

. OisoN,etal. (7 A # 1% H) The American

Society of Human Genetics 59th Annual Meeting.
October 20-24 2009, Honolulu, Hawaii, USA.

. OisoN,etal. (7 N 1% H) The 34th annual

meeting of the Japanses society for investigative
dermatology. December 4-6, 2009, Fukuoka, Japan.

C BRFRE M, XA 7Ty S THSRIEEEEAR

BEDQOL 2thET 5o 5600 HAKFHF&
RS ERA R

. SHEH  EEEEIGEOT A I 4 >, 55108

Bl B AR R SRS, 18R, 20094

CHPED, SEHE®E, R EEEECED

FRZs, 5108 H AR B E# 414 F8 M 2009.4

. WEREF, £HEH ANEEZEW, PHZETF

A 1l—#8 : Erdheim-Chester 55O —15, #108[E H



10.

11.

12.

13.

14.

15.

16.

17.

Frill s BB K OB RS OFEL

FEMAEERE, fEE, 2009.4

CHREY, SHEH AU EETERELED

M HAERE (20§ 5 CO2iBHE, 5560E H A 57 g
FHEESPERSCERAAT R &, 2009.10

. SHEH EEERLEOT A FT 4~

HiEZ DAt~ VR R X 5 —, 2009.11

. EHER: FEHOBRERE KEHSBEESR

2009.11

Tamio Suzuki : What's new in albinism
(Symposium), The 4th Joint Meeting of Japanese
Dermatologist Association and Australasian
College of Dermatologists (Sapporo, Japan) 2009,
7,10-12

Ichidai Murata, Yutaka Hozumi, Shinichiro
Yasumoto, Toshiaki Kubo, Wataru Fujimoto,
Tatsuya Horikawa, Taisuke Kondo, Michihiro
Kono, Yasushi Tomita, Tamio Suzuki : Four novel
mutations of the ADAR1 gene in dyschromatosis
symmetrica hereditaria, The 4th Joint Meeting of
Japanese Dermatologist Association and
Australasian College of Dermatologists (Sapporo,
Japan) 2009,7,10-12

BARREK  RBEEOWRE L £GRE (BFE#
), %108 HARK MEF&ks, fRET, 2009
4 4 A24-26H

REEESR, FHIE, FHME, KA, MR

T, SARE ZEENE ARG, JINHBE

DFH KIT BIZFARE L MCIREEFLEICLY
RARBHEELE L BARANEZOE, #F108HHE
AR RS, WA, 20094 4 A24-26H
ANIEF, BWEE, MEEL, BLZE NE
BH, AEEZRER, (WEENE, BEHIE SHARREK &
PR OIREEEEEAT EEZEZ b/l
B, 5108 H AR A # ks, R\ET, 2009
SE 4 H24-26H

HARE  BEEERETEOREOFEE (V>
RI L), E3BEHFNEEBERFERFMRE,
T3, 200947 H 4, 5H

HARRE : & LW FRIEFAM~EH&ET
e~ (FFREE), HRAEEHFRTFRMLTS
B347EFI%, JNFTE, 20094£9 A 6 H
B8, F&, HFHES BEE FEE
F, #KREZx : Hermansky-Pudlak SEEFED 1 41,
ETIE I L E AT AR &, WA, 200949 A

18.

19.

20.

21.

22.

23.

24.

E.

1.
=L
2.
=L

26, 27H

MR, FEEF, JIOHE—, EHE &HAR
K : Functional analysis of OCA4 mutant sequences
using under white mouse melanocytes, 28340 H
AFFER R R E S, fRRT, 20094F12H 4, 5H
B, SRR K, EHIE: Knockdown of
ADAR 1 gene expression in cultured melanocytes
by siRNA, #8534 HAWIZERK 4, R,
20094F12H 4, 5H

KEER, SWARRK, BHME KIERL T
BF, Mg, TS, )IIHBE : Milder piebald
family with a dominant negative mutation in the

tyrosine kinase domain of the KIT gene : is there a
second modifier gene?, 4534181 H A< 3E 52 8 5
&, 1B, 20094128 4, 5H

e, MEETF, JIOM—, Katrien Storm,
H ¥ & K R K:
Oculocutaneous Albinism Type IV : A Boy of

Winnie Courtens, &

Moroccan Descent with a Novel Mutation in
SLC45A2, #E22EtaFMifaF &, fERT™, 20094
1285, 68

KEE T B HMF I3 H» Waardenburg
syndrome type 4 \ZHHEFEIR % £ > 72 PCWH O —
Bllo $B60[E] H A2 B &R it s (20094F
104 10 H 5T46)

OB, JILERB, M, X7 %4 bo&FIC
R7THH Tyrpl BIZF, %221 HAEFME
FRERFEMARE

BARE  AROGE, $£107E H AR FHF248
£, 2009464 A &8

A EHEDHER - BN
FERFU

ERFRE

3. Tofl

F.

=L

51 A3k

=L



EAFHRFMARMBS EHEERENEREE) REMRREE

SEXRMEEM-EEE

EEH: 40,000~50,000 A

,,,,,,,,,,,,,,,,,,,,,,,,,,,,

. White forelock 1%
A, BRI
Hen

s ! | Ocul E’hm ‘~?
| FRHE | | ous albinism | gPadIakﬁE'ﬁi i
B
GriscellifE::
3%

IGriscelifEMRBE | Chediak-Higashi |
L2800 ;

BRMEEBE A RE
%%ﬁ . ZOHA$§,§ ...........................................
FREMERBE ELBERE

#iE TEp
‘ RERE, RARE S
-+ %
=YY HREE | SMPagetfi | | VogtKoyanagi- | | B !
[ Pyt % RS ; Haradaf® LN%NﬁT?.%%f
BwE : e
ol 2e | SuttonfBE |

| EAICEDBEER | EEMEIC R DBERDE

*BERBROGHHES: ECREERIRBHBERE. BRE. L x—J U EGH. BIEcRiT X
ﬁﬁ#ﬁﬂﬂ?ﬂﬁ%a’i BMERM. Addisonii, BEMHRNETL (NALPTEEFER)




Vogt/MIIR BAERR
;2%

120%

100% -

80%

60% -

40%

Frili: HED MR K BRSO

7000

6000

I I s . . S ——

4000 -

R B0 £ B A 2% 3000
EIEDEE; 1% R 2000 -

aEnaneRr 1000 -

ARt &FM Tof
o SEEE

I | mmEmEnLES
AR B
SELEDE o7
s PRER 06 -
@ MER A ERRAE 05 -
% Bt A 0.4 -
@b 03 A
# Vogt/MINR FESE R
* R G 02
0.1 -
0 iy

EXRfE #®XtE Toft

EAETOARROER

- EEfERKEH262ER
| HESEEEA R, REEISSVRIER
R ECLEEIHN D,
HESRBECLARIRRAIE . DRBFFTH

HERERRIRRINE. DRBFFH. EE~OERAGHR

AR EH L ORI, WS, BRGE KRR
HESRIEB: SR DR, TG MRIGE RAER

MR CLEIER., RERBEOLL, B




EAES @RS ERERB RIS REMEREE

T |
FEBRY-I T i
S ——

PRSI B L
PUVA bath

D3+nbUV
IHEL Tt
el 2

HEXTRAR
SULRIAR
nbUVB
oot S

D3+nbUV
AFRAR

mERE
b2
TADA
P
R
ERE
R
R
FRINE-I 0T —man |
EHHEOBR
| HER
BEEY




EEFBRAMREMNE ERAMREMNRIMESEE)

THEMRRES

FFRPEEIBER 3 5 B O BT LN & S8 T B W O i

Bigesmii 85

A R X

TR [ 2 B B

BRI TE2EAM RS R EBRE LT, RECAMSEICEADS 77— MAEETV,
HEBED 1 %BEDEEHTHIIENRALPICE oo T, ERECHBHORRE 3 REER
BEDEBEFEMET >/ ZTORER, BRANCRREEBFRE 4 20O REICENBEHICZNS
EPBASDICE oo DI ERSEBETRZHEZL TV ETERLT-2EWVA S,

A. HEB®

HIE, & ICEREEBEICHT LB FT A~
ez B E L, £D00OBMEELERTL L L
bITTRREMREHE HAY L § 5,

B. HiRAH&

QFTWHEMEZET AEBOEFRELIT) o

HANCEOONLHMZ 2T HEBOEE, BX
CENS DB T HIEBFEOBUIRICOWTH S 21
T2, QWD L 72 5 BIEFBMEOMHL %
79
(HEE~DEE)

AREFFEIC BT A & FERIE, &5V IdERORM
#, TORE - FEZ OMBEGRED AERURIZHZD
PREOTHR N OWTHHERT 5. AWFZEIE, ILE
REEZTGHEESICEICKR SN TS (FK19
F£4H16H, ZMHESS5). KFEICBIT2REFH
A2 M OVERIZDOWTIE, IR RSERE TR 2
EREEROFHEL B TEROKELZBE TS (KR
FEH19-58),

C. M%EHR

Q7 47— bEERL, FICEEOERERREIC
EA L, @E2625ERE BRI ERIITTALKD)
XY EEEE, GEHIZRIKSER)

QEREAMONRENERTH 5 IREFHEE
(OCA) DBIZTFZW 21T, ThFE TIKI5ADH
REDEE*BETZM L C&L, ZOKE, Tio
ERTIE.

OCA1 464 (30%), OCA2
OCA3 0% (0%), OCA4

134 (8%)
39% (25%),

HPS1 14% (9%), HPS4 0% (0%),
Unknown 43% (28%), Total 155% (100%)

F7, CNETIREL Y ALENHRULERTH S
PEIPERIET BT AT LR, EYHEEON
7R B EIREREET 2 ITIC L DR L EE L
TWize 22T, RABFEEBEET VT ALY
WS LT-BEEAT ) A P2 fEoTI Al AEEN
RNERTHANEIDPEERT LI AT LARREILL
oo ZLTCINTTIIERADHE L TE/L 0CALIC
BIIAIALVAETEOWS ODTRIENIAT &
O WRIERTHL Z L FETE L

D. & =

Tyr—FIEYVAAANCBIT LM ETAES
DEERHEN 2T —FICEDTHLNE o7, 2
D EiE, BEEEEICBOTIRRERNOBEREH
FBICRERZEERTE LD, BREERIZOW
TIEZDEBMNEOHANEER AL, L, &
NETILZDE) BHEI RO TEELF—F T
H5b,

BIEEAKZ2TAHEROTA FI A4 ERD7z0
DEFEL 2 2BIETBWOMMIIEH TH D, Frid
FORTORENERTHAREBEEHREDRETZ
BRI L VI MMATETBY, TADFEITLD
HAEMNZBIT AHEREDTIBIEIBMTHETH L Z L %
RL7z. AEOHEEZERMIOEGICE LT > T
5

E. #& &

Trr— FOKR, BERERFEOCREIIIREED
1% THDZENHP Lo HERABREDY 7%
A THEIINETHREDHBMAANLIZRLZL L



EAEZER g mE AR ENRITREE) STEMEHEE

P L. ZNEBRETFEHTH) A TEELRT—
T THkb

F. f2RREkRiEes

B AP
G. MREREE (FRAFE)
1. BRMHE

1. Konno T, Abe Y, Kawaguchi M, Kondo T, Tomita Y,
and Suzuki T : Functional analysis of OCA4 mutant
sequences using under white mouse melanocytes.
Pigment Cell Melanoma Res 22 : 235-237 (2009)

2. Konno T, Abe Y, Kawaguchi M, Storm K, Biervliet
M, Courtens W, Kono M, Tomita Y, and Suzuki T :
Oculocutaneous albinism type 4 : a boy of

Moroccan descent with a novel mutation. Am J Med
Genet A 149A : 1773-1776 (2009)

3. Murata I, Hozumi Y, Kawaguchi M, Katagiri Y,
Yasumoto S, Kubo Y, Fujimoto W, Horikawa T,
Kondo T, Kono M, Tomita Y, and Suzuki T : Four
Novel Mutations of the ADARI Gene in
Dyschromatosis Symmetrica Hereditaria. J
Dermatol Sci 53 : 76-77 (2009)

4 . Yoshizawa J, Hozumi Y, Katagiri Y, Kawaguchi M,
Shimanuki M, and Suzuki T : Mucinous eccrine
nevus. | Eur Acad Dermatol Venereol 23 : 348-349
(2009)

5. Sakai K, Akiyama M, Yanagi T, McMillan JM,
Suzuki T, Tsukamoto K, Sugiyama H, Hatano Y,
Hayashitani M, Takamori K, Nakashima K, and
Shimizu H : ABCA12 is a major causative gene for
non-bullous congenital ichthyosiform
erythroderma. J Invest Dermatol 129 : 2306-2309
(2009)

6. Oiso N, Kishida K, Fukai K, Motokawa T, Hosomi
N, Suzuki T, Mitsuhashi Y, Tsuboi R, and Kawada A
: A Japanese piebald patient with auburn hair color
associated with a novel mutation p.P832L in the
KIT gene and a homozygous variant p.J120T in the
MCIR gene. Br | Dermatol 161 : 468-469 (2009)

7. Hayashi M, Saito H, Monma F, Katagiri Y,
Kawaguchi M, Mitsuhashi Y, Abe Y, and Suzuki T :
Linear IgA bullous dermatosis associated with
herpes simplex virus infection and Kawasaki
disease. J Dermatol (in press)

2, FEHER

1. Tamio Suzuki : What’s new in albinism
(Symposium), The 4 th Joint Meeting of Japanese

10.

11.

Dermatologist Association and Australasian
College of Dermatologists (Sapporo, Japan)
2009,7,10-12

. Ichidai Murata, Yutaka Hozumi, Shinichiro

Yasumoto, Toshiaki Kubo, Wataru Fujimoto,
Tatsuya Horikawa, Taisuke Kondo, Michihiro
Kono, Yasushi Tomita, Tamio Suzuki : Four novel
mutations of the ADAR 1 gene in dyschromatosis
symmetrica hereditaria, The 4 th Joint Meeting of
Japanese Dermatologist Association and
Australasian College of Dermatologists (Sapporo,
Japan) 2009,7,10-12

. BARE  @REFEORRE & AFERE (HFE

{#), H108[H H AR R ERMRE, AT, 2009
4 4 H24-26H

. ORBEES, RHEIE, EHAE AL MR

W, BAREK, ZBERE, SEHEE ONHE
B T KT #EFEE L MCIRERTFSENC
L YREBEEZLECL-HERATESE, 5108
] H AR AR 2444, BT, 20094 4 24—
26H

/NI, BWAEE, HEERL BILE MNE

W, TR, mMEER, S BARE:#E
RFMT P GIREEHEAE4R EER bR/l
7, S5108[H H AR MA &40 %, BT, 2009
4 4 H24-26H

. BARRK  EREEREREFEORLOFE (U

RI L), 53300 HA/NE R ER MRk,
T3EH, 20094E7H 4, 5H

. BARRE RS Ly FREEAM~EHEET

% &~ (RHI#EE), HRRERERTRBTS
F34Tmpl%, ST, 2009459 B 6 H

CEE-H, B, HHES BEE WEHE

F, #%AKREX : Hermansky-Pudlak fEBERED 1 41,
SBT3 R L H M K%, HAFT, 200949 B
26, 27H

. WEREL, FMIEET, JIIOHE— EHE HAR

2% : Functional analysis of OCA4 mutant sequences
using under white mouse melanocytes, #:34[A H
RAFSERZ RS, 1R, 20094128 4, 5H
R B, SRR K, E H ¥ : Knockdown of
ADARI1 gene expression in cultured melanocytes
by siRNA, £534[E H AHFFE R 4, R,
20094E12A 4, 5H

REEER, SARRE, BIME, RNER, B
BT, BUEZ, FEFEE, JI|HBE : Milder piebald
family with a dominant negative mutation in the

tyrosine kinase domain of the KIT gene : is there a



12.

SR ERERRE 2T 2B QDML L BETFHI ORI

second modifier gene?, #3481 H &K 75 57 J§ $} 5
4, 1R, 20094E12H 4, 5H

B, MIBEF, JIIO%E—, Katrien Storm,
Winnie Courtens, & H ¥, & K B X:
Oculocutaneous Albinism Type IV : A Boy of
Moroccan Descent with a Novel Mutation in
SLC45A2, 22 EMEEs, MM, 20094
1245, 6H

H. BB EEDHE - BRI

1. JFFFEUE
=L

2. ERFREH
=L

3. il
=L



EEHBMEMR BRI EaERBENRMTER)

DEMRRES

FEEARICH T s RALHRE X5 3 { + O
20 R +— 2 BRI 5%

emsiEE RE Ak
IR R 2 A B R R %

SEMARE, FOEZICTHTEIRERUTHY, LELESHRLEEDQOL EELETT
%, BT, RIMREHEEE X704 AR ETERBEETIPLTLBENTEL, BVWKRBEES
HAMKETH 5, REBEBFNICEAS /1 MOXASZVEBEERET, A5 /91 FOELKNER
HEND, i, ROBOAMBMUICEREMREEEHOICELVACRBERLEELSNTVSY
B BEIETF L XERLS, Ficld, EEHAMIREICSI3A{EHIEEAS /Y1 FOMEERBD
TIRICLY, REPERINABRBETIEVIFERNREBEL -, T0EHICETIE, HBREA
TR SO TFAFAT /41 FOBRERICRIZTHRERTT 5. & 5ICKRIMHRBEHIC L

AEEMEHEBER 7O =7 25 T B,

A. MZEER

SEEAMIIFERAHATH L5, REAT /A b
PEMET 2 ECRERESES T EEX OGN TE
Too oz, BEKFICAS /A L EEAILHEE
EDOMEEROEREZBE L L LEBENREK
IZBWTh, Zhoo 2BEOMBBEND IO -2
WZOWTOFERIZBES 22 o TV R WONRHEIRTH
bo I THRATANMIBIE) 25 = VEAICHT
HIERCERYBE, RIVRES CEL 2 BREEIC
AL, S OWERTFRED L H IS L, F/-H
HEZOBMMBETIZED X ) RERABE LTV E L
EHELTWS,

B. iR A%

1) AL, L DEERFLEDRAT I ¥ A FA~D
BHEDOMET o
HEAHRICELY ORED UVB 2B L, 6~
ASEFMHITZ I % BN, RNA Z#3iiHi L, melanogenesis
IZBI5-4 5 ®AF (SCF, bFGF, ET-17% &) O#IET5
% RT-PCRICTHEET 5, Z 72312 melanogenesis
ET S ERFORBIZOVTORET 5,
BNBBHBOMBIEERE A7 /A4 P~
L, 6~48% R 12 Mg % | I RNA % HifH L,
tyrosinase, tyrosinase related protein-1 (TRP-1), MITF
% EOBRTFEBALBRET 5,
2) ©% 3 D3 BFRGHREEOR AEOME.
HEDER TENEEZONTWAE Y I D3 #

AR EDOF MR invitro TIREET %,

UVB HRIETICIEHEI Y 4 X > D3 CRILE % 17\,
ERE1) LR UBAT 2T VB COBGTFREBOES
HEBIRET 5o
3) BRBEORLZALMILDOERDOME,

ABEFIC L DB oN-BREEORE ALl
THELMN. EFL1), 2) LREUBTEITY, &
BFREIDOEE KBRS 5o

C. MR
BERERTEHHERIIBONLT VRV,
E. 2RERIER

&% Lo

F. \IRER (FHR2AFE)

1. wMER
=L

2. FEER
L

G. FERIEMEDHEE - BN

1. FEFIUS
=L

2. ERFEEH
=L

3. Zofh

Tl



BEFBRAMREMSE EaRENRMRER)

PHEMERES

T —IVT VT IV REREEC 5T 5 B O iR ERTZE

WEsEE @ OH M F
KPR T ST A SR R I Rk 25 4

T=IUF L TIVTEEHATICHREREAMH L2 PCWH OREER L AEEDBIEFREITICELY),
Z DFREED SOXI0EIETF D p.Q3TTX DF > o ABRICLZHDTH B EEBES NI L 1=

A. HEEB

T=NVT Y 7T ERFEOER TS 5 PCWH O&
BFZHETY, NI TICHRESNTE 7 PCWH
2B BHEBZ OV T EZE R Z MR 5o

B. MEAH*

KR VZKFEEFR % %3 L7z PCWH D EH D
WT, 7/ ABEREFOBICLY, SOX10 #IzF#
M aIT-o 72

(fREE~DOERE)

KD BIETFRTII OV TUL, IWBKEESE G
HEEZIIBWTARESTTWA,

C. MERHER

BEEIHEOBM, £Fho& HoMIEFL (R
HEE] EBMEINTEL, LPL, OAHEETLZ
DEBDBEFIZELZR VR ad o e I DEH
ICEEHERE & Hirschsprung FEASE B L T b Z &3
2MOBICHAL P ERY, BT THIEDTER
VEBIREDEENRDH L ZEPHLPE L o7 BRIR
BN T — VT v TV FIERRE 4 B EY L b
572 PCWH I2—5$ 5 £ E2 bh, SOX10EIZTFE
BMBRITo728 2 A, SOX10#EfEFI2 p.Q377X @
F U ABEREAT ORI L,

D. £ =

PCWH 2 F CIC R CIGEFDHREDLH 5,
L E OHEZHREES S ZIE LD ToHE L 2
bo MRERICIE, F20 RBERRHE L ARAS HAE
LTz, 8O HBE (V2w 5 white forelock) 1332
Do lz, RIZFL, HICEO—EFPHRICHEL 2
> TB Y Wb 5 Heterochromia d 5172, PCWH
X SOX10 BIZFDOILI VY V5D F Yy AERT

E7 V=LV 7 MERIZL>TELLZ EBHSNT
W15, White forelock 1Z& < IZ7 vV 5DIFLED
DEGTH D3 N Q234,Q250,8251 # LT, #bb
DG THDH S384, K467 DERTEL B, Fhox s
V3, AOBRTIEHEBNE UIZ VT &SI
LM E R o,

E. & &

FHEARICIMO B CRBRR B SEEICE0F S
%o

F. @2EBRIER
FM% Lo
G. MEREK (FHR2EE)

1. FRMER

1. Umekoji A, Fukai K et al. Rapid detection of
B.henselae heat Shock protein by nested PCR
fromSwollen lymph node of a patient with Cat
scratch disease. ] Dermatol36 : 548-50, 2009

2. FRER

1. KEETF, EHfFHEIE) Waardenburg syndrome
type 412 HURFEIR % 4 o 72 PCWH @ —fl, 5560
Bl B A Bz i Bl p SRS (20094£10 4 10H
THR)

H. FBYEEHEDHEE - BN

1. HFERFIS
=L

2. EFEEF
=L

3. Zoft

=L



E4EFEBHFEMAERDE (BEERENRMEESE)

SEMRBRES

SHEANIC I 5 REEBH AT ORATEI B 5 W5
b L USERAOBOBE L TR B2 & Bbk§ % i

MzesiEE 1L O B &
L BT KFERFERE R B EHEHIE

BB OH L WVEREREOE R SREEER EDHEEFERICIEE URRERTL P, ERTRE
BHAMEE ZORIBEICKRILEERDIIEN TEENL >/ LHALURETIE GPNMB &V O H
AT/ V- LREEADRRDEER DI/, BEMAMEBTIE GPNMB ORRENET L THY,
FRREARRRIC —1X £ 18 D FIREMED TRIR S Moo FAAEASOMILICE L TIRFCHEEDERMICOWT
R Ue PEEENIET > ILANNTLL - #HEEA THESIA TV S Y, BEWICRERBICH
BEREHICHMEEZRT NSV, SENDELZIIETF ANEBIVETH S Z EVBAREICE - 1o
BERMEBELALBEER1IVIZIIT7 MR ECHFEIEESN B,

A FRRE®

SEEERIIBT 5 REERMEEEHORHREICRE T
% hFge
REBERHAAERPBIRENICERETHLI L
& L T & 72 (Yamaguchi Y, et al. Biofactors 2009
35:193-9; J Investig Dermatol Symp Proc 2009 14:73-5;
FASEB J 2008 22:1009-20; J Biol Chem 2007 282:27557-
61; J Invest Dermatol 2007 127:1217-25; J Dermatol Sci
2005 40:1-9; J Cell Biol 2004 165:275-85; J Dermatol 2001
28:521-34; Arch Dermatol 2001 137:621-8; J Invest
Dermatol 1999 112:483-8 72 &), 4 EIIZEEEBES
& F ORELO R E &R0 R ML K OB R A3
Mifla% &4 REEL, REMEEEME THEERDE
WERITS 5o IREERRIA O W CIIIERERARIC O 2 )s
57 WARETT o
SEEABOGE L L CHEENE A2 MEES 505
BEF ORFIIGEPENTH 2546, WEOETH
W OHNBHORENZEEINAL LD B, FEH
HEAEBICHW BN DF1960ERHTH Y, it
Z1980FERUTEA & e o 7e0 BIIEDELRAEREM & LT
HECHAVWSNTWS S O L CXHRE % /1T
L. W OB BEIZOWTHREE L 72,

B. MR AE

FEREERIZB) 5 REEEHEE A ORI HEY
A%
ERPRAFZE\Z RS 2 fBligst (PR20EEASBEE

REE415E) R BSF L CHIZER RafT L 720
BEEAMTECEBOEREEET LY, SFH23H
*BESAIBIATo RBICEBERE BT L2 7
4 A= BICTCERE AR L 258 L7211, WEL
T ONIE & #B 3k o> 22 Bz MERe I OV B A 3 Ml A % B
L7zo 35T E L/ IC RNA 2 HliiE L, cDNA
<A77 VA ERIT Lz T LA DR LY EE
BEFEBYAAT BEBVPOLERICEL C3ES -
TEWERRERE EEHE CRHET I LA TE LD
2o LL, EFICEHLTEEFELVWERHOES
GPNMB ICBAL CRHET I EMNTE, U EOEREL
) GPNMB B E % E L, WMEHEEERLE D
BEEOEL REMBIEORTY A S v 70y ME
ZHVWTER LN TLRE®RS L7,
SEEEHBEOEE & U CHREYA B2 % REET 555k
(1) R, (2) REBMEM, (3) 3=7
57 %, (4) BREMEHAVEVAS ¥4 MEA
B, (5) BEdEM % B ABER R OEANED 5
HOERZEOMBICH L C3EMULEZE®RL
PubMed e L e MR & L CTHEMMEZHRIEL 72,

C. MEHER

SHEEHBICB T 5 REERMEEER ORHREICE T
V35 5

GPNMB B E/ER L, MERLIEFHE D%
BEOEZ REMERER YIRS Yy Tay MNER
HAWTER LV THEMRE L7z GPNMB OHUERE
IO L ) BEBRIECEREEL Z LN TE L,



W BEEEPE 3V 2 REEFAR B R ORI 201986 L S HEREOER L L CHEYE D> 2 R 5115

(1) REEERBICHEIHE EEIHE CRRICRE S
FifE %7, (2) Y VEF—BICHRT ) AT
BHEEOWL 2RO LHMENH o7, (3) EFICD
BFD, AT HALVROT TN AL Bb
NAERBIZOET DIMEND Y, FOREBIERFEOH
BEERTIES L Tz BIZT VN v AMREI LA
BTk AR ICHBH ClaER I,
SEEEROEERE U CHENE B D2 8EET A58
503CHRI300FEFI LA b 2 i 12 L THRER L 746 R, —
VFYAIEFTVALVRNVIUE /#EFEAICTK
DABEEMER SN, (1) SNEHREEE 1F
DIPRIREASEITE T 7 7 2 VSR E R S 2 WIERINIC
LT, BELEMEL 2 5EMICBEVITONAERET
Hbo (2) WEBEETIIFBHEE R DHEREIN
%o (3) 3=797 Ma#aik (cobblestone) A
EIR (polka-dot) MEREZETHZ A Y, #HERESN
e\, (4) L= —ICTHRE Y KE L BICHET
THEEEAT /4 FEAI NBUVB 5\ i PUVA
EOBFHETE DVRIENBEOONLH, ROENIHHERT
DAHRTETH b,

D.%& %

FRUEBBICBT 5 RLERAREER ORHRMEICE S
AR5

GPNMB 7B BEDOFREICHES T 5 2 E 2SR S

720 GPNMB i3 A5 /%4 PRAMZ O FEHET B LAS
Ghotze T4V —LEUEHE L TOSHEORERE
BT % T 7Ny AR Tk  EEMRRICB W
THATY 58 REIRE S iz, 1$38REIC GPNMB
BIZTEAN L B HBEEE D TREIC 7 5 T Rl R I
Y (A

SEMEAROEREE L CHE DG B2 2 e 5158
iR (1) ICRBRSNIAFTCERPZNT
HH). HL, (24) ICHL TEERILHICTFHES
Nb. %3 (2) WKHT 25 BHE CTIIEBREDER
EFELOARDPHRERDLERETH D, 8% LEIEE
i RELBBEE R bH5ThHb, ERICOBHEZ
SEEEEONBHINERDOE—RIRE LT\ ARk
FEEIABVERbNS, B (3) »I=/F7}
WL TIERNT AREOERICKELSERAEND S

EPARENERETHDL, HTIH1IVDT T 7
b, FRUNOEATIZL2I ) DF T 7 b THNI,

BORNEZET 5 Z L3RI RV, 25454
N DIEAEE &0 FIREREA & 7GR IS4 R
AT BIENFREND, TET Y AIED (LR
REHEAERE L %5,

E. #&

SEEERICB 2 EE EFAREERORHREICET
%%

AT LAICLBABRERER LY GPNMB #H1{n
FORERICESTHRIZTF L LTRESN, BEHL
NRNVTCORHRBIZT LAY 70y MERURERS
Pett |2 TENRD b2 TR, BEERIES
ENBIHMRICEVERLERE R 0T 5HBTA VY
—LBEEH L L TOMNTORBEITRIZ S NIz,
SEEAROER L L THEEE B2 2 REE T 558

SEMEERICA T B RESERE I 1 EDRISHRED
HEFTO R VEBNIR LT, BAEMEL 2 550 M
WATONDERETH S, NEHTIEREE L COBRES
FBHERZ AT, FRERSAEMT, 13V I/ 97 MIBER
nooHY, BILKA RBEREVPRESINDDH 5,
INLOEEOELLEREOHENFELE TN,

F. 2EBKRIER
B
G. MERE (FHR2AEE)

1. BwMER

Bl (72 LR )
2. PERRE

oL (7272 LEs5RHEM )

H. FEYEAEAMEDHER - IR

1. HEFRE
=L

2. ERHERER
=L

3. Zofh

&L



EEFBRFMEEMBE (BEERBNRMAER)

DEMERES

FeREEA B OFEREREFF IZ B9 % WI%E

MieaiEs K O HE &
T E K SRR 8 BB R

FERMEOAME, REFEE - BETEER BHMERBICKRITES, ChoDREDSBEIAT
Hd, REBFEMBTHIET, MLBRBEENIRARINSFIENEY H5, EREDODBMERT 5%

GAEGIDSAERER &R L 720

A. MEE®

EREOERE, FEARE  BETEFE - SHN%
RBIIKNTE S, TNHDERBDEC BHIETH
%o Mz e RIEEBEHER DFEAERT © BT %,

B. M%AE

FEAERERPEETEROMN - BIRFTR, HEM
ey —EAa ¥ —-0BRE %1772,

(REE~DERE)

v M A - EETFRITITZEICRE T 5 MRS (F
BG4 SCEREL 2 - BAGEE - RBEEEERE 1
F) IZHEo 7o,

C. MEHER

(1) pigmentary mosaicism fEBiE, BFEIZHE S
N7 fER & A LoD EERELF LT\, (2)
REEHEELE) 2O EEME, KITHEIZTERE
MCIR BRFHERIBRESEZRAETH I LAHBAL
720 (3) ¥F—FRAaE—7T, HEEUMEBENIIEER
HEEERENE U EAZH S 2 L,

D. £ =

pigmentary mosaicism JiE 5 T 58 % 72 45 F ¥z 2 18 j
2, BEREICHSTAIEETFORESRE L,
KIT #&12F & MCIR Bz F 2 #HEAEA L, MCIR &
BFPKIT BIZFOBMEEFTHAHZ EAHHL
720 MEREBEOBIMIEISBRERIEICELLY
LT ERRLT

E. #& @&

BREFEICHES T 5EEFIEET VT AR

o, 2008 EHFEL D b EREOHMICES
HEEBLZEGCHERICIIBEL VWAL, &6
BHOBEFROBREICLY, BENGZEREEZEL
IBTENHRI SIS,

F. BERERIER
Fo Lo
G. MExEX (FR21EE)

1. FMHER

1. OisoN, etal. (4 \# 1% E) ] Eur Acad Dermatol
Venereol 2009; 23: 359-361.

2. OisoN, etal. (9 AH 173 B) Brit ] Dermatol 2009;
161: 4689.

3. OisoN, etal. (3N F 1% B) Clin Exp Dermatol
2009; 34: e311-e312.

2. ¥ERER

1. OisoN,etal (7 A1 13 H) The American Society
of Human Genetics 59th Annual Meeting. October
20-24 2009, Honolulu, Hawaii, USA.

2. Oiso N, et al. (7 A 1% H) The 34th annual
meeting of the Japanses society for investigative
dermatology. December 4-6, 2009, Fukuoka,
Japan.

H. MBEEHED HEE - E8IRNRN

1. TP
=L

2. ERHEREH
ZL

3. Fofh
L




BEFEBHAMEE#SE (BSEERBNREER)

PHEMERESE

S LI O B BE O W REIRIF O 72 1 D5

=

& H E H

R E B S5 2 1 6 s R

IEETMEREILIE 1L, 2B OBBEBEEHMETIRETH Y, ThoDEELAICH, AP TAD
h, BHEEEREEBLADEREET 2, AP THRELHEIAMBERRHIVEHEL, b0 T
BEODEWMERDLIDTHBY, ZOAHZILICEALTRIEFEAEDD > TWEWL, KEDABDRK
BEMIAL, ZOREAZERETIZER, NEODBROAL ST, KNELSNDABMORERAXA
BHEROBRRBICENTHIEEAOND, ZITEY, FEDREERAT, AENDABDRE % HE

U, ZRICEDWTHRIL &R L 7.

A. FZEERY

FEETERE L, B, B, L, EEZELOE L
ZIZEEOBREYEMETIERTHLY, hb
JEE LA, AR TANA, BUMEERELR S
e DEREET Do BRATHARMEIZEE) AR
BRERERERY, HERHIYHIAL, 8&ELULED
BEIAICHBETAZDO THEEDEVERD 12T
HbHo LLERDVS, KEICBIFAHTED A H =X A
KHELTIRIEEAEDPo TR, 22T, KED
HEOFELMBHEL, ZOREFEZRETLIIL
X, BIEOEBEDO AL ST, FELYLO EBEO TR
HREEFEORBICOAN THLLELZOND, Z
CTETIEREOEBD A 5 = X L DRI % M7 L
770

B. HRTE - R

FEEERUE I F e AEEREEORERT, ER
BIETF & LT TSCL, TSC2D 2 DA BEERIE ST
%o TSCIiE 1= F 1%, 130KDa ® #& H hamartin %,
TSC2{E 15 1%198KDa D& H tuberin Z1E D B3, v
$M b, tumour supressor gene T & H A & E T#
DOTFHDO mTORC1 ##HI L, S6K1DEEEHITS
LKy, MBREELT R - A0HHE B L
THEEERERET S EPFMoNTWD, LLk
A5 S6K1DBEIIEST, 2AFF4 T 74— KN
v 7 BESE X, PISKOWHIZFIERI 3, 20k
£ PTR/PI3 K/AKT @ % o #j il & 7 B {2 MAPK
signaling cascades & #fil L, MEK O#pfllz 5] X
L, p38% 4 L 7z MITF o #liffl 3 &£ U° melanogenesis

O, FED HBEOFENBZ 5D TRV A
LE 2T EE, HEEELEORBN R REN DL
D TdH A PEComa Tit, iRO Y- —ThH ba
SMALFEIZAT /)AL D= —Th5
HMB45b B4 2L, EHICEBETEELR AT /Y
— L7, ROLNLEI ERHLENTWS,

ZZT, INLORFHEFRT 572012, T3
1. EEDOXT /7% A4 FaBEEL, 73%42 T
mTOR % %] L 72 & & rtPCR T MITF D FHE D,
VOEEE M D,

2. IEEDRXAT 74 M tuberin hamartin @ siRNA
%A L rtPCR T MITF DSBEEDORL O EE®
b,

3. MITF &B % ¥ 2 ik, EHEIL MiITF &H I3
T AR AT, METEEALE B REEME
tuberin hamartin / v 7 ¥ Y #lilBiZ BT 5 MiTF,
EHL MITF OZHEZ 5,

4. FEEETE R BE BRI BV B IEEL MITF
DEADEB % REGE THRETT 5,

EHI, BEEELVEORERFHREOHMER
PEComa HIEMIIL L ) A5 /34 N2 BERERL, #
NoOMED MITF OFBE%REL, BEIEFE,
I Pa—=VOUEHEEAS YA b ELEREST
5o
(HEE~DOBLRE)

BEIAOY Y TIVIEICE LT, YUBRGEORK
BIREDR - 728 2RI, BFgeloxtd % @I
LCIEBESANLA YT —aFarky b ERER
L, XECHEZEZETHITLE, 612, o7
VT ERETTRERERLL, BEAFEREEEICHEEL





