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1. ESRBEHEEE ARES
—o8s (AR HEAOKARKRPASORE L L, ARMRESORBICASRET
bOHRENAFTKRETHET DI LITRoTZ LEBHA L,

B

2. TR EETESRE
1) 2EMRERHAZEFEORER, TR, 8K - AEHEEERLITE
(7 v or— hE)
—EER, RAHZZENZh 631 MERIZE XL (B3 1, 262 @)
BRER»D 21538, IREI»S 18238 (A5H3978 ) BNET Y., BAELHTTOHH L
ARERBEHE Lz,
2) WREBWATA FT A4 A5 (Fx, &, 28, WiE. L)
S>TROBRCSELEENICTENEIRIZTEZ L TRESINE,
L. BEHEFELEIZ OV TIZSH 2 e U ABRICH LRI 205 72D, BH&E
DE>RbOEETIIERLTHDL I,
OBREEERE (EEHEbLET) @ HARR
Q@F 77O : KESE
@U—F v I NTREGERE | RIS
OEEMHEAAEERERE  )I0E—
O HEHEELE : €HER
3) EEBNRIBEEAEERETA RT 4 DIER
4) REREETZEEREY X N OIER
=3 L 43— L LTEEERNIRALPOBIZ LI,
5) SEMHEAKROTA RTA L ONFE - &3k
— BARXTA FTAVKET : SBREHZRDTNL,
FL : RBERAIC L o TBRIZEUL S TR Y . BRIRERTEME, LI T Dermatol
EEZTND

3.  AENE (FHEEER)
BHESBEOMEBTIEREEK (—AT75, ERLSD, FW20)
- PEIZHIARPHESh, BERABERZREIfTDhI,
4, TOM

-z L,

—174—



1. SEEBHF/FT CORMIE F.O L L REMROAEEBZENES X OETEBSE COMNM
RBE—RBAT ) VA4 MERBEOHT LVRR—
A ER OB ORIV FOEAL SMEME' BEKEL afEki Fl—8!
B« P KBRKF R &R PRI SE R R B R
INETHEEARICBIT 2 AFEMEOEIER & L C HLA FEREMRES M TR L O 2
T YA MREOFEENREREL LTWAN, ZNb0OBEERET TIXETOREEHATS Z L idH
T, Fx I AT VA M B REEEEEILO—2 L LT, T F A 2RO RER -
HREMIEILIZER L, SEABRBRITICRBIT 2T Vv 2z &tk < iR iE s i 2
FEAER A F AR L OEFEMEL AV TEE L, 20 A0SZEHABRELE LV, CDla,
CD4, CD8, FoxP3, IL-17A, HLA-DR ,CD68, (D163, E-cadherin DE&ELREZIT T, S HIT, T
TN AHRBERAT A4 NOBEROFEZETFHEBECREHM B L Z A, BB
DT PN AN S =y 7 BRI RN L, BRREENMEELTRD., T 7
VAR DOEMALR R E N, I DI, EEBERFICOMTAEARHLNL—EIZAT /) Y —54
WK LIZATZ A MEHRIGEET 5 L 0 ICFE Ln, EYREea T, HEET CD8 Bt
B—EFEICEE T3 L FIRFZ, CD4+IL-17A+0> Thi7 MR DR G A b,
T NN ZHBRDOTEMEAL « A OZEA—HREREE M T MR - Thi17 MR ORESFEEICBEE L 72
W HRICRZEME AR OREERICEERER LR LTV A AREEEZRIE L, #T LVWEKR
BB L2,

2. BEMESAMEREEEEREICHED- ADARL BT+ 5’ UTR Lo 1 HEBB O
ZHBRFRER W@

BEitEXHAMEAERTEME (dyschromatosis symmetrica hereditaria; DSH) (ZPURZRIGIC@&EEE
EHORMFRET IR ETIERAKREEEROEARATHD, ERELFIZZEH RNA 7
TV EA )V NIERT D RNA fREERESR TH D adenosine deaminase acting on RNAL (ADARI)
BT THDLIIEPHALNIRSTND, RRBOHEEZE O DITELETZR 21T O & ADARI
BT O =— FiE S L < 1L exon—intron BEREICEMETEENFE TERVEFNRD 7205958
oD, SENZENLDIERID S 5, ADARL BT D 5’ UTR fEIKIC 1 EEBHREZ RO EFIZD
WT, W7 =2T7—ET viEA AW ERBRET 2T om0 THRET 5,
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3. Diacylglycerol kinase FHZEH|IX melanogenesis Z#ffil3 3
Jla¥—  (LBRZFEREERD

Diacylglycerol (DAG)=° phosphatidic acid (PA)IXIEEBMEI L FA v B V¥ —THY | BEx
225y T OVEMEZ FHE LAIRAREREIC RIS 5, DAGIZ A 7 /¥4 FD AT =S ARHE L, SRR
HICEI VM2 LBMOENTNDR, EOFEMRDFAN=ALIFRHATHD, Fxld, DAG
% PAICEHAT HEFE CTh D diacylglycerol kinase (DGK) IZERZY T, AT /¥ A MBI HH
BERRAT 24T o> TV B, AT A MZBIT 5 DK OFREIE L OMEIEE @ DGK FRZEHID melanogenesis
~OEEIC OV TIAE 24 B A ARRMIER CRETETH B, |

AEl, EREE DOK HEHRIN A T =&, tyrosinase {EME, A T = AREEZ 37 OFRBE A
L. MITF @ nRNA EELHIEM T2 L 2HALNC L, §%. ZORFANEDO LI
melanogenesis #5012 RFTT 5 TFETH 5,
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4. BRBBEOIERS
K | R RS

1. Erythema dyschromicum perstans (ashy dermatosis) DJ5REREAT
Erythema dyschromicum perstans (EDP)id. {RERIURBLIZHIBRIER 72 < ALEICH ENT=RK/NKBE~IK
FOHRPELRTLRETH D, BIEIEE UEBFNICEEBRRENE L SR, MikFHas
KifZE L B2 9, 3EHANTOWTRET L7,

/NREDP JEBI[1] : B A D EDP % Hispanic IZZE U9 <, BB L TEAMEELIZ W, /)
Y2 EDP iZ Caucasian (A LR <, BRHET HEMIZH 5, /R EDP AEHI D FEF BT LT
AT A FPBLXUOREAMBRIRRA, ML REREEZ L RIAT )V —LOFEEZRE
L7z,

Annular lichenoid dermatitis of youth (ALDY)HERRZEHER & EDP 23(F7E9 B AEHI[2] : ALDY ARJRE
# %i%ﬂ%%%?ﬁ@é%ﬁ%?)ﬁ?ﬁ IRVDIT%E LT, EDP A S Tl F I AR KR Z RO o, oK
FEUTIZIEAEE L T\, ML — =T v T 2EEEEBOTREERD D,

7T Y2 iR d) WA A2 E L EDPAERI[3] c BB L RO AZE LIENRSH V| B
HIERNFBIEICESG T 5T RERH 5,

2. Blaschkitis #RRZEEB & IkB kinase gamma FEIIET & DFEEH[4]
Blaschkolinear dermatoses & blaschkitis kﬁ‘?lﬁiﬁ?ﬁ%%ﬁ%ﬂﬁ@‘é%@%wé\’éﬁé Blaschkitis
IR EE D U <IEEEHWEIZ 7 T ¥ = I fRICih - TR R/ N KkE s —imiE S U < I3ERE
CBEBThHD, ZERBEEFIREODH D 10 A IREMICBW T, IREE M % I - Bkinase gamma
(IKK- - ) THELL, RENRK EEX~DOEREHOR L EFRICERARBIERT 2007,

3Lm%ram@m@mofmmmﬁﬁ'ﬁﬁﬁﬁﬁﬁ&xﬁ~yﬁﬁ§#w]
Linear atrophoderma of Moulin (LAM X7 T3 = afRiZin o - EEHEETCLIZLIZEETLEY L b
ROl ERERETHD, BRENT A —FAa b —CHREFOEERE. HE#5EM K%%Q'Jtt%ﬂiﬁi
R & RE—72 AT = VEBROSM 20T, REDOHEE L DINE LHBELEFOBRRIEFIC
LAM 2338iE L 5 2 AlREME 2RIk L7z,
SCER
1. QOiso N, Tsuruta D, Imanishi H, Kobayashi H, Kawada A. Erythema dyschromicum perstans in

a Japanese child. Pediatr Dermatol 2012; 29: 637-640.

2. 0Oiso N, Kawada A. Erythema dyschronicum perstans showing an ash-—colored hperpigmented

lesion and an adjacent incompletely hypopigmented lesion surrounded by an erythematous
border: a boundary spectrum to annular lichenoid dermatitis of youth? Zur J Dermatol in
press. A

3. 0Oiso N, Kawada A. Erythema dyschronicum perstans with both a macular lesion and a linear
lesion following the line of Blaschko. J Dermatol in press.

4. Oiso N, Kimura M, Tanemura A, Tsuruta D, Itou T, Suzuki T, Katayama I, Kawada A.
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Blaschkitis—like eruptions with hypodontia and low I kB kinase gamma expression. J
Dermatol in press.

Oiso N, Kimura M, Itoh T, Kawada A. A variant of linear atrophoderma of Moulin: hyper-
and hypopigmented linear atrophoderma with aberrant area cutanea and lentiginosis

following the lines of Blaschko. J Dermatol in press.
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5. SHEMEHEDOIRRICHTIERELEBERNLDT S —F
B )7 UoFERRZEER JIIE BE#S

1. B
RIEGFMIE (AT /%A 8 BT AAT=BFEALERAE X 2 D3 & ORE%
TR

I

EMHAE Y Z X D3 1E, MEOEIECHE, TR M= AT 2B OEE T 2RET H1EH
Bdb, HHREZ I DIREIL, SEERBE~OFHENRKR CRINTNDER, FO/ERB
FRIARB 2 S0,

B

AZ )Y A NEAT )T T AN, EEREZ I D3 (1, 25-Dihydroxyvitamin D3 ;
1,25(0H),D,) ZWINL., ZTOE(LELE, BEd 5,

Fik

ERATZ YA REE AT I TIARN RURAT )P A N TRRAT ) TT X MNEAfEH
L. /&M EZ I D3 2000 - 58, 7o i —EEEPREL R 2,

RER

Alamar blue JEIZC, U RARAT /75 A~ (melbdM5 fifE) 1X. EHEAE 4 I D3 107°MEL
LEORE CHIBEMEEZILE Lz, OSMLOEATETRRAT )75 X (nelbd MHfE) 1%, 107°
MUETHEZELE, ZOFFEEZEEL LT, FrI T —BEECKAZ R,

2. BRB
SEEBROFRIGE. =% <74/ MNREFHAI =277 7 MDA
ER

X IwT4 NBHIZ, RERERESX D Y N LEEZ—4Fy NIRRT, BRI 55E L
W TZBEIERICHIELTWS, 2 =777 MEZ, lm DEBEHERTH -0, FZENDR KE
R BIEE A ER,

HE
SEEAREE IV~ T 4 FREFAI=7 77 MizRER 2,
J5ik

TATC, BRT ORBIC=F T~ T A MRE, BEHIZ lnm MU AR RUFTHLE DT, ER
BB EMER, Withix, R LEZEMIicos v ~T 4 MR Z, 1-2 BEC 1 BRAZ1TS, AED
FLIE. BAKERFESEEERBZET A 74V TRES I 6 BREFEME (100%, 90%, 75%,
50%. 25%, 10%) ZfFH,

FER

SHERMAEE 3 ANCHEITL, AREEZHESEDZ IR LT3,
EEEAEAEREERE I ACL, =X~ I4 VBHEFAI =T 7 MizHITL, @3
B4 HELSHD D LICRII LTV B, |

M
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6. 7I 7V avRizkdFrerRBRY — RALV—$RIZX 5 AREBEIC T TORERSE
B
EHFE (KRS KRFREER)

(HFE) N ETIZ, BEEICKHT DRI TORRRW U AT RENTI Aoz,
HEIEDIRBICT T CTOEE L LTid, OFFEMA. @7 Iy yXny, @V — KRR L—IFE
DIONEZOND, BERMATRRIE, MEMBEMIC L D RAEENRIADRW, ElrIry
¥R AZONTIE, BY R EFDEOFEFORV IALPRETH D, LicBd->T, SEITY —FK
Z—IRRICT CRFTT A2 & Lz, BAAOCAL OF v F—¥EREL LT—BHEENEVD
DL P310incC @ 54%TH Y, WIZ RT7Q T 20%, ZDRMB R2T8X T vV AEETH Y 9%& 725 TV
%y ZDORBIZONVTIZENZ DI RUDI R B AEROBRENRL, EHT IV BRBHRIN
7ol LTHEERE L COMRBRIZRZNDFRERE VY, U — FAL—ZROFmWER L LT TIZ,
T/7Vay RFFREZLEDRNESIZES ZERmbn TS, Alal, BARANOCALICZH- L b
BEEEMMTE R2T8X BRIZOWT, T/ 70 ay NIZLBIBENTEENE 5 NI OWTOEBEER
ITHOZ L E LT,

(FiEEHER) Fa v —E® wild type tyrosinase cDNA & R278X ZEEIE A tyrosinase cDNA
ELUFTANANT Z—T, melan—c MRICEFIC—FEICEB ST _RELE G E 2 A,
melan—c MIFIEELRB D, VY FUANART X —OFMEIZL DT _RTHELELTLEN, Z0ER
ZTIHMEZ W ERbotz, £ 2T, HepG3, NIH3T3, 293T Mz o o —FEAR cDNA %
FHASAATE T A VA B RGeS H, L-DOPA TR EE 7= & Z A, HepG3 & NIH3T3 MfE Cid. PHERAIIZH
BINIA T = DEEBPITHOI TV, —5 203T MIfETiE, £ B Rabhhotz, LR -
T, HepG3 EAIINIHSTS MR THZ L & Lz, " F4 =t uv A, U EELFEEA
L, B LI-MlanAe avwf i TV 7y ar L, BERBIORIK FryF—B&2E
EENCFIT S, HepG3 & NIH 3T3 AHRAkR A 1ERL L7z, Z OMIBERIZ > & 2 800 u g/ml BL WY
200w g/ml DI|EIZT 2 4RFMIEEE L, MUFLAGHURIC L D0 =R Z T my MENT EIT o7z, W T
NOMBRRIZB N CH U Z T G418 & i, R2T8X OF v RAER Y — K2 —FRITHRD
Lo T,

(BR) SEIOERTIX, 7/ 7VavNcisFurr—¥#EmT R18K Tt R EED
U— RAAL—RITRBDO N hoTc, SBRMOERIZONTHREFTT AL LI, VR—F—T v
TADVATLEBEL, V- FAL—ZREEHIZEEL., BAIORZ V—=V T %ITZ25H5H
TRETLTHEEN,
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7. FEEMEREAGE D BEEO KK
'EHEHE, 'HEPEY., K., (EAE. TEIEA. FIL—
' RIRKFRFERE AR BRI 2 KPR T SRR E R R E R

FEEAERLEDOKEERD—2 & LTHEIZ LS MOLNIERT, BHEEDOKRIERD 1 2TH
BB, LELERL, TOEFIZOWTIEREICARHZENSZ N, £ THeid, KAMOEFIZ
ODWVWTHREZEITIZEE2ENE Lz,

Tox [ TRIENE Clo, FEEIMETELE O B3 Bk B BEE % EiE. tﬁ%%“fﬁ%%%»ﬁﬁb TSC
DOHAKETIZAT /¥ A MIEFICROONBEN, AT/ HA FHOAT ) Y —LDEEICE
HU, LOLE—RENIZAT ) VY —LDOEANREL ZNLONLIEFIZENEOE THEX oﬁ%f;%
DAZ ) —LDORBEEEZETDHAT /YA NBBETHZ E2HE Lz, 4EITIBIOEE M
BEAVIE D BE R AR DOV TR OB FHIEARD b0 ERET Lz, ZO/KE, siEoO
BUEITWVWTNOBEIZRVWTHRED bk,

S HLIZARHEBEOMRAE TCD8, CD16, 72 EHFED YA I A T BHRTE YD, A/NEB DR
RBIZOWTEZREEZRAT,

8. HPS] BT IZHHREARERNEE E iz Hermansky-Pudlak SEBEFED 1 4]

PIREET L FEMEF °, IEPRNE] ., REREER . SRR, STET
1) #ERFRFGEAEREERE 2 WERFEEHRERE
3) M RFERFERRRES DL

Hermansky-Pudlak fE{ERE 13 5e KAMERR R A RE & i/ IMRHEREIR T2 255 < H A & B PR A4 &
LB h M BnEE TH D, TNET, £ FTIRISOBEFN ZOEEHOBEREET &
LTRIEENTEY . ZOBEBEFEDITMIBA/NEGEE OFRCE OBEREIZEDL AR T THH Z &M
HALMNZR-oTND, SE. Fxid, HPS! BETFICHHERLZENRRD b/ Hermansky-Pudlak
SEERED 1 Flasd 5, BT 2 Rttt £k, KB, B20AEMHEEZRD., EREOREE
HZE & 2T ST e, TR CIREE B EESCHIMER 2R3 A3y, JI2Rof2
i, THET, FEZOR THLEOR O HERZ RITERS=E Y — IR Ihh Tz
Hotz, HMEEES 45 EEThoT, BT OBE CHEREIREAREITEN TH-o -
e, BEREZEELLE A, TRICKEFTAMZRD L, £I T, M/IMREBEREOREZIT
Ipofml A, 1 REEIZIZIEE ThHo7=03, storage—pool IZEE % DR BICEEA T 2 IREE
RROETEZRDT, WERFTITRONICEB TR ORER. HPSI BRI O W T—FHFDOT U LD
BEFERET 22 BFHOa RAATHTZAEALIZY P UBEBBASINEZT7L—A Y7 VEETHY
HIH 12596 FBEDaA R EZTY NN ANIEZD, SRRV RAERERZRD-, BEIIS
FTIHED R VFHEGCTERTH T,
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9. IBEFIE (Ocular albinism) 22V T
(TR (LB KFEEZETIRER ) * AR KB EE

IREBIEIZDWT, — R RIEEIRA & AFREIC S W TORERSHRE Shiz,

10. ¥ ADREERERTOMHA L AREEEOREBANT
BARRRK, FEEF. MM B 0  (UWBRFEEZERERFRE)

1. BEMEAPEEREEEE (DSH)

B OMEIZL Y, DSHORKEBIEF TH DHADARLIZA » F—7 = a 18 (IFN) O 7 F s
EEIHI L, IFNS 7SR BRENCHIBENIZA D Z L I2 L DRI & > TEERRS ZIH 58
RRRHDZENMBNTND, £z, ARIEL NEARIEIIRIET 5 DSHO RFAY 72 B AR AU
i3, BEFEREIMLELRGTEDH I, ZOMORFHLERLTWD I ERTFRENTE -,

F 72, DSHEFEIZBW TIRM M F O IFNEE B F DFBSEE MBI EH L Tns 2
EBHLNTR T,

FIT, FOMOEFIETANATIEARNDEDRREL T, FhEELT AR S
J—<Hika (MNT-1, MM96%) % {# > Tstable knockdown cellsDFENL L, &7 /LHIIE 2852 L 7=,
ZL T, ZOETNVHIRRICKBIT 2B AN AEEZNETRTCL ZA, HOED U A VAW ADAR]
Zknockdown U 7= HIIE CREZMENEEM L T, BHIZELTLT A ERHLMNIR -7,

2. ENHEEERLF DORE & BT
F—FKRRCEEHRDEHDFHL RNFEPND L EDNDE L INVETINET X VT T
VRICELeKhoton & FHEN D RIKZ RN, BMORRZIRRROT, BEFEHREL T/,
S, BT EITO, EEERRLFEHLNCTT D,

3. BEBARANDORECRERETDORE :

ZAVE TIT4664 D A A NZtE (23-655%. 33.9 £ 10.7) IZBIT 2 A T = & BEEET (T1R
0CAZ2, SLC4542, MCIR)D/XU T v e FER (AT=2 AT v 7 R) OMBBREFHA L
A OCAZD2oDNY T b, 0CA2 A481T (p = 6.18 X 10®) & 0CA2H615R (p = 5.72 X 107
IZBRVEEEME SRS A, T38TM in 0CAZ, D125Y in TYR 3 X OM500P in SLCL5AAZ VT HEH
BEREO ONE, TLT, TRE5OONRNY T2 MIEY BARALMEDREEL11%IN AT
5LV KEREER,

INDDOR-ERERE 2, I U RFEEZEIRC-COEIZSM L TH LWERM (1,000 A FiE) I
BIAEEAODBENIEELZBEFEZIGIZHALNICT A72HIC GASEFIA L THRET 5,
BFE, 10TBNDREEFHAZRT L, SBMBITICAD FETH D,
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