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B. ZXMRBE : ABHESHY)

(1) FEEPER LR D HBE

FREEMRLEIC BT A ABOEEIIHRERICLVE
7050~100% & S FEFTHAEH, FOHMILTSC D
FERDI L, —FHIEULDICALNET A Y ELTE
ZETH2Y, Fitzpatrick 1319684 | ash leaf macule &
VW EELII LD TS 7Y, Mountain ash tree D%
DRE—F DAL, ) —HHBEAD>TWT, TSC
DEBEIL TS L), HEROEREIIX [ROZE
Bl HELEREINTVIEY, CALKROETD X
v, LV DI TRZEZE)THL, ZOHEBITAET
Nz EPLHEETADOEEZLNSY, HIRT
o &) LEHTELDIR, BARATIIAERK, B
L2BLOLVTHD, HATI, 6 OVICRLE
WEDLPLRWIERENE ) TH b, HHEEIEVo72
AL BE, TORESIRBIIELLEZV. B
BIIEA bR IZ K BoTnE, WAKRB LD
PHR{oTLE ),

HBIAR, UBICHREL, EEmhBENTIhtd
o HBOHL S ESET, 1EPLEVHAIX100
BUEWCETRABI LD S, & LTI, ash leaf
pattern R D FHHTH D &L SN B4, 0.5~2cm
% T? polygonal pattern (FAF) 2dDd LIRS
N3, £721~3mm £ 5D/~ &7 confetti pattern
(MRER) ZHESTRICASADZZEbH b, B
BIFBRICROND L SN, HIENPEEZICTEHER
LEZbNA,

(2) 1B BE-hypomelanosis of Ito

19524 ICHALRZEDFIEEL, &FOMEMHICED
BB REREOERIE LT, 0D/ Y -
B, BFELFIE D negative image 123V I & 55,
incontinentia pigmenti achromians & IFFA 73, ZD X9
RERITIIAR A ZHRFEERRPTHE LIELIXEHT
LI EBHbN, FERERFELITTE o4 CERRK
THbHI Lo, KEIC hypomelanosis of Tto & L
N5 L5 oTEI, #DT, hypomelanosis of Ito
Tid, ST ITREHEOEEMERDEN A 7 IFEH S 1
TEY, HA TIL hypomelanosis of Ito &, FEHIZHE
Sh b REEESF L 7 ORKRERDO—DOTH B, L%
AbNTW5S, T7%4bE ‘hypomelanosis of Ito” & 29
REMEDTH 5 I T3k <, 7 & 2L hypomela-
nosis of Ito DEEBEFERMRL S & LTHEETH
bo BIMENCI3ERBMAD F 1)V I —, BB \ITEEHE
BOM)VI-—TE, BERIATOHBETELD D
SN TV 5, Phylloid hypomelanosis & IiE#,

ARz LINMAEOER, /3T =70EICA:
FIBEDST % % &5, Hypomelanosis of Ito @ X 3 72
BBNRTELANZALE LTORBHEH L VWEZ &
LT, #AEES 7 UNOFRREIERHIN TS,
Thbb, FIAETIFEEL, ¥/ 228875
CEDTEBZLIR NI VAR YDA TZVARIC
BbsEEFLIEEWRILT ST LICLD, Blaschko
line \Ci->7-HBEZELATMEMTH BY, BHETIE
hypomelanosis of Ito & V) EEIIZH T h ohbh,
tr L % pigmentary mosaicism &\ BEEICHF—E NS
EEzdH 5%,

(3) T—F VTNV IEGER

T = VT Y TV TEREIZ19514E 12 A T v ¥ OIRR
BIZL ) WoCRERSNIERT, it rEiEs
L, [FR6HE] OL) ZHBREHT, TEOR
FE Y (beterochromia), WHERAITERE (dystopia cantho-
rum), BEEHEEEEROFMCHLLE L, 20
&9 R EERBVIFHT 3 TR (neural crest) DF
ERFILIBZLDTHEY, VT2 ATV FiRE
HREDRFEIZL DI, T—NVF Y TV IIEREIC X
ABNBAPETH L, ZOLICT—VFU T
IR, WRREHED AT A P DADRER
FELOT [FRLE] CBLT, E5124 < 0M
BERFIDFIERE 2 X Y & U7 neural crest syndrome
(HRIRIEREE) THBHEVR D,

T = VTV TV TERERZ I N T TICERERD S
A DODENIFEINTE TS, ETORLERE A
723 Y £ 7% WSL & & L, dystopia cantho-
rum 2K bD% WS2 Ble L7z, HABHKRRDES
FEILDITWSIE, e VY 2R TN IRE A
THLD% WS4 B L 8T 5, WSL & WS2 13 3
EAEEER WSS ITEREFSEERE WS4 1T,
FERBEFICE o TEGRGAENE & ¥ iatsitEz
BHb, LLINLENEFNDS A4 7TOERNEEF
PEBEENBIZONT, TOLBEOSFITISICFN
FNORRBETICID, FROCIZESEILET
b5, PAX3 BI5Td WS1 O EREEFTH B L
B C WS3 DERBIEFCTbH 57, WS2 O ERREE
FiZ520H5 I LAGEHEIN TS, 209 B, 3D
WOWTIBEERFAFFRZE SN TS, MITF (WS2A)
& SLUG/SNAI2 (WS2D), & 5|2 SOXI10 (WS2E) T
H5Y, HEo2oRRETFESGAEE 1p21-pl3.3
(WS2B), & ) —Dohgfatk 8923 (WS2C) 12dH 5 =
EBbPoTwEY, FREETEREERTWE:
Vi, WS4 134 7% < & b 3 FE¥H @ & 15 T EDNS,
EDNRB, SOX10 " ERTH5Z L dbhhoTwb,

T—NVT YTV BRI S F S R BRERE
LTORBMOBVNDHY, ChEFTIRT—VFTVT
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WTREBR L FEBRICRZ WA E LTHRESNT
ETCVBREHEDH L,
OPCWH

peripheral demyelinating neuropathy, central demye-
linationg leukodystrophy, Waardenburg syndrome,
Hirschsprung disease DB TH 1), WS4 D EFER TH
BRER % & 50 SOX10 BIEFOLZZ V¥V 5DF
YRV AERTEL S,
@Craniofacial-deafness-hand syndrome

BRI X 2 FELER, FARMICERLTVWS
Zenh, ZOL)RHATHIND I E kol
PAX3 BEFOERFTHEN TV BT, PAX3 #iz
T DN BE5E S 45 B 13 WS1/WS3/craniofacial-deafness-
hand syndrome % &7, —7, HBREICHERESE
ER%# 23 &, rhabdomyosarcoma 27 % Z & B35
LNTHY, ZOBRETFIEIHATEROEECLHES
LTwa,
®Albinism-deafness syndrome

FREOED L) L HKE L KT HEM hetero-
chromia Z 88 E $ 5%, Xq26.3-¢27.1 127y 78
T3, BIEFIXELZRZE SN TRV,
C. ZXERBE - BHEL L
(1) Fo4E

F0EIX, BEEREESE b JidNns, BRED
RO AEEBREEEETH D, MEZBOLERE
(white forelock), RIZEICEED L R=ATBOEH,
MREER - W EANHEOHBEEZ A L5, HBEAIC
FEEMBILIZE A EHEELRVY, o/ FEL
Vo KIT BEFOBERICINVEET Y. BERE
2A~0FIC1IANEShB,

KIT BZFH253— F§ 5 ckit dhEALICHEED
LA L7-BRFMROER» S EM~OEEZ OP S
Y%, KIT BIETEEPELD L, BEVSEEIR,
EFEMAEETE 2o HEANCRBEIC BB E
UheEZLND, ckit ix 1 BEERAR Y V37K
T, 2BETZREHE L TERAT A, YTV PR
stem cell factor (SCF) TH 1, H&T 52 & THlEA
ANV T FNVEGET o ckit ITMfaANC ) TV
AERAL, WRARICTFaY Y FF—YEMLEET 5,
o) Y FRESEMIIC 7L —AY 7 VEEDFAL
e, BRTVVEMEEREICESTE S ckit FEH
T&hwio, BEEAL LTEHATS ckit FEFER
BEEE 2D, HHEIZ50% L2, BERE 25, M
BHO) Ty FEGEMICI AR AEENELS
&, SCF L DESEE Y 7 NMEERRVPEEL &2
o BEIFESNLIENDI L, 2 EBIIEE,
VEFRERECTHo 2. —F, MlaRNOFaL ¥ ¥
F—EEWMEICI ALV AEREPELD &, BRT L

N-terminal > AL
B Missense mutations in KiT
Extraceliufisr Wil Moderate Severe
(23-520)
€365
ALEBY V318G
Transmembrang M541L
(521-543)
Suxtamembrane —
(544-581) F584L E584L, F584C, L595P
TR GBO1R, V620A
{Tyrosine Kinase domain 1} ABZLT, AGZIN, AB2IS
(582-684) HE50F, HE50L
1656, GEGAR
Kinase insert
(685-761)
C788R Zﬁ%‘{; R796G
Th2 R7926G
(762-937) T847P Eggizzi’ WEISR
e
C-terminal

(938-976)

4. KIT 3AE Y ABRICBITHEEFRLER
B DFHBE M

TEL7:0, EFEE ckit 1245 22860EEINS
FEFRI2% &), BEERE 2D, Tabb, —K&Y
WIGRETFERRM L BRI —BOMBEIHES N
51012 (g 4),

FREOEOHBETICITEEMEN VR, 1ZEALY
B, AT 04 FHEERERCRIMEREIZER T
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R FHEHB OB (genotype-phenotype rela-
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% R I6HEETHOMHEIFE-NS,
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18844E(Z Lesser 12 & o THI& THE I /2K
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9. EXRMEEREBEDSHEDZET CBROGRR

A, EREREBEEEDRKEICOVT

FEREAR CIRREL AT HEEICE, BREFEE
#iE (oculocutaneous albinism, OCA), OCA L & HiE
KE L b %) EMM D Hermansky-Pudlak syndrome
(HPS), Chediak-Higashi syndrome (CHS), Griscelli
syndrome (GS) 5% 51%, #h2h, EEEEFIC
D, OCAiZTaZd IbH, OI~NVH& HPSIZI~
VIZ, GS i I~MEICHEENS, OCA BfEF%
£11X ocular albinism ZE DO FEERBEERZFICH %D D
23, BREOEREEIR, ¥, REETOXT=
AREICHET 5,

EEFERNIE OCAla B! T2 %, OCAla B idF 1o ¥
F—PRERBRTHD, AT VERRTEL W
B, ¥, REEICAT = VERPFEELEV. £0
7o, IRERICHEZ BT 2 LIRKOMET TEBI N
T, TR AR Do MRITENFKET, &M, BRERS
ZHTH L, BEIZRAETH D, Y 2RISR
EBLZTME BEOEEICIVERELRD D
Bo FOEPOEBIREERIL D ATV IEK
ENb, ATZVOEREBICHHALTOCAIa &I LY
WERDSIRE & b, L LADS, ZEH, RIREER
9, WY R AERE) 2 S UL, BRERDEAT
L9 B, MOEETFHDOW, FLYEH» SRR

CEAEHHN DR EFRESEETH S,
SHROE

IRRZE I 5 B ARAHE R 12 70 o OCA BE LB
EEC TS X725 0T, & 5% 5 EEZEH L BEE
OREFEEFEINS,

) BEADIEOEHFHIZONT

OCA EETHOBREKRTHEE OMAE DI,
WYOBAEZHEET D L0 hoTERLYY, ITE
DEFETHET HEMET L LT, TYR (OCAL DFEK
#fzF), TYRPI (OCA3 o JH A &= F), DIC,
HERC2 (OCA2 »EH#EETF), SLC4542 (OCA4 @
JEH#EfEF), ASIP, SILV, MYO5A (GS1 o J& K&
1ZF), IRF4, SLC4AL DSRENTWAEY, ZDH b,
TYR, HERC2, SLC45A2 CT7 3 /BEE T L DD
FENY, BAANTIE 0CA2 & HERC2 D#IEZF%
1 OMBIAH S A & %2 5 722,
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INSDEETFREEAF Y74 7L OMBEELH
ERELDBTHS )0 BRRATRERAF V54T
KEFADOEEESHH SR TS, HRAFED
OCA BOMBEERTRHSHEIFETAZ L5, HA
ANZBWTH OCA BEDOLR L FFA AABES B
LEID, BMEAPLETH S,

B. Z£XMEARICHE S ABREICOVT

— MR, BREEBICEREZ L b Rbiv, L
2L, PISEIZ PAX3 B FEEICLAT—NVTVT
V7 EMERE 3 Bl L caraniofacial-deafness-hand syndrome
TREBOREEMNI o T—NT Yy TV REFEHEITET
&, WEORREYR, BoEiikE AE AE
iE, BREGEDN, RHOXREEOBER LD 2 &5
LRTWwBSD,

¥ 7>, craniofacial-deafness-hand syndrome Ti,
RBEE, ROBKERERD, LMy ETIEAS
% LEE, BABOBEEEDLVIZERE, FORER
RATED LN BY,

F, ERUEORBEABICHE L BOREL R
EEIE, T-NVTFUTNVTEGREIREYE L HNE
THbo V
SHBOE

F U PAX3 BIETFOERTH ) P LERE T
eI —=VFr TNV TEEEI L WIEZAELD
Bo LBLEDES, ZEROYEFEZFDSY 4T (geno-
type) & BIRZE DA (phenotype) (IXBEIIA L
RO, AL PDFDOFECPPDENY 2T TV
FERBBIETFOEEVEZONTVE, EDLH 7%
BIZTOEEF IBEDNT — VTV TN T fEER 3
Bl (F 721% craniofacial-deafness-hand syndrome) @&
REIE b > TWAHOH, IE5HOBETH 5,
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C. EXMERICH > 2R - EFHREEFICOVWT
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DU, AWML (TSC), FEA (IH), 7Vt
VR (18), 7— V7Y 7T EERE (WS) T
Hho TDH LT L EFEBEIIBO THLZERTD
D, WS IZEREEEHERL 20RH L T4, M
FERE LT, BHEEEERT, CTAPARERLY
ERER EEKRET A0 TSC, HYW T3, T
AP AFEVEDESEE & R 55 E B OFE B I AH BB
RPRBOLN, INOBMERRERTE, TAPAR
EBLUEHBERBEWICHEBRLEIBEDL SV,
TSC & HH D& T DRE DMK, D LERIET
W, BER, BRE, MWRER ShoAEEEOR
|EYAESICHITTE 5101,
D. ERMEABICHE-ETADPAICHT BBE
EE R LE P RIER D TA D AR 5 IEHE
EBEDTADPAK T HIHERICEST S, ARTHE
ARINTVEROOHTAP»AEIITEED 5, /h
WCTADPATEEET A ¥4 iz uE, #5%
{EIZ1E carbamazepine %* valporic acide &M FEIEIZ I
valporic acid 298 —BIR& &N b, MERMWTAD A
1213 ethosuximide H3Eh® 5, V3t b Bk A
EHl, —7F, BATAPAIZBITZEYEBRTA K5
A VI, A TADPARIEIZIE carbamazepine
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doxin) KEMEORE, RES/ 0T Y RERER L
PEFE INTWD, FREERIc Lk Td 5
TADPAIZR LT Vigabatrin (GABA b5 Y A7 3
F— CEHHED) PEOTERN R ED5H HBEBTIE
KEBTH D, TNbDEFNIEIED TAD AWK
U CEANRFAEDEIT SN D SRR,
¥, BEEZX, PET, SPECT, MRI 7 & 0 o #E 4
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REBFED1DE > TETVA, ‘
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HEYEDZ2I2IE, BHESE, 7AWV -EE,
REFROLAREZEEE G TN, kI hbr T
COTHBEARZ PSALELZBIENSEV, B
MEREETIE, 1) HSWHEBROBEE, 2) 232
—r—varolE 3) REE SBANEETH,
BEED 3IERSA LD BN, =0 3BEDLE &
b1 OWIMLUANICHIR L 2% 3 BMEIT BRI

oTW{, BREDEHESL LT, 30%RIZTAR
ADRBDOOEND,

HEEDHER L LT, [EROEENIGE & EFW
EEPD 5,

Bk & LTI risperidone, ziprasidone, atypical
antipsychotic medication, £ ®fth TEACCH 71 7/ 5
A, KHEDOBMEERESE - OFETE 70 T A
G EPBITINT VD, IV —ERAFy 7o
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HEEDZHETIIBEN T Y Y 72T Z &N
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HOMBERPET NS,
3. S HEREER! (unclassified vitiligo)

TwaY,
3) ¥y FUBK Yy P UBE

EUEEECEFMERBICHE L CURERRIE L
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R, REENI, B

L)

5. BAETOEROBIK



AR EN RS EHRMREX RS B - BRESHETA FI1 ~

100% 0%

25% 10%
6. HBEORFlE (VASD
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C. JUZHNIIRFg>
1) 2704 FAHE
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ATuA FARREISFEEEROERICHKRSIA S
ThhTHBY, KEREIL0~20% U TFOHEBEIZH
T, HEOE—BIRERY 25, SEELNLT V
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B/EANTVE, FHERR EORPATOA FAAED
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2) EHEY Y 3 v D3 SHHE

Clinical Question 2 : ZEHEHBICEHRIIE Y I
D3 X ExD
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Clinical Question 4 : & EHEHB I PUVA BT A
B ?
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v, 8 ATEELREHEl SOANTHEEOEELLE A
-2 k5, PUVA BEOEEL G L7222, L
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Clinical Question 5 : & FHEHBIZF O — NV F
UVB R E R ?
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Vi,
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WA RCT WA v ENRHDTH B, Hamzavi b i
REPOSZFEEEREZNHIC, A3H, 64 H0H
W, BT AL ER ST T—F
HFu—Ny FUVB B %L, d)—FHidEEEE
9 % controlled study % 1T7- 7z, #E, FO—NY F
UVB B HITEHICEBEFTETALONRE (<
0.001)0 LA LEDEMIZE o TEFOERRIZER
D, B, &%, TEICERLTFEETOMRIIED -
729 (ZEF YA VAUV, S5 IR S T BE56
BlazHeo v ¥ b2 EERILENE T, BERE
IR PUVA BB, 0 —NY F UVB #¢
BREIENL TV (p<0.001) (ZEFY ALV I)
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