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19524F IS AL REEDOFBEE IR, £HOWAMEICA L
7B RERBEDIEFI R LT, ZOHMD/ 7 —
2%, I LHTIE O negative image |2V 2 & 2 5,
incontinentia pigmenti achromians &IIFA 72, 2D L H
RIEBITIIRA LR ERRHLE LITLIEAHT
LI eSO, FLEERIEL LT -7 EEGR
THhbI NS, KREIZ hypomelanosis of Tto & 13
NDEIIho>TE 2Dk, hypomelanosis of Ito
T, SEIELBHOEEADEN L 27 HFEH S
TH Y, HIETIE hypomelanosis of Ito (&, FEH 12
L HYAREY A 7 OBKRERO—DTH B, L%
ZbNTWA, $74bb ‘hypomelanosis of Ito” & 25
EEB & H D bITTidk {, 72& 213 hypomela-
nosis of Ito DFEFEBEF AL D & LTLMELTDH
bo PISMENZI3EGREADO MY v I~ B DV IdEEHE
Bor) Y I-—TIE, B4 TOAKTELSL S
LIS T\ %, Phylloid hypomelanosis & FEE L,

Mgz LIIMEO |BE, F7203NT= 7 D3EI7-
FIBEASTT & % &\ 5%, Hypomelanosis of Ito ® X 9 7%
RENTELANZALE LTORBHHFLVE 2 &
LT, BEEESA 7 DN BREIRHE LTV 5,
Thabt, 7/ M TYHEEL, 7/ o5 BHTS
CEDTELLIOFNT VAR VHRAT = VBRI
b % @R+ 2 IEE LT 4 2 212X 1, Blaschko
line IZFo72HBAE L2 TMHEMTH SY, HiETIE
hypomelanosis of Ito &9 FHEiZH F ) 2bh§,
tr L 5 pigmentary mosaicism & 9 SIEICHFE— N5
I INEPRR

(3) T—=IVF ¥ TN 7l

T =T Y TN TIEBERIZ19514E IS 4 T v FOiRE
FEIZL ) MO TRMSNAEEAT, Fita b EEz
ZRL, 5] 0L ZHELEE, TEOR
F B (heterochromia), MERAFEHE (dystopia cantho-
rum), EEEHREEBEROBERCTHDE L, 2D
L9 % BRI BUE 3R THIERIE (neural crest) D%
EREILLZD0THEY, e VY2 ATV TR
MREBEORFEILE I, 7= VT v TV RERRIC X
CAOLNDLEHETH D, CDIHNZT—LF T
TIEBREL, MRSEHRDO X T H A4 P OADFER
W Lo [FEGE] LHELT, 25124 0f
N RFN D FEEER R 12 X 1) 4 LU 72 neural crest syndrome
(HREIRIEERE) THDEVRE B,

T=VT Y TN TIEBERE Z I E TICERERY S
AODORNIGFEENTET WD, L TOXRZRERE &
723 & 4 7% WS1 AL L, dystopia cantho-
rum Z K< D% WS2 Bl & Lz, BHATHKRDREYS
ZHED B DI WS EL L2 ATV TR A
THLD%E WS4 Bl L 383 5, WS1 & WS2 135 4
BARENEER, WSS L E kS EEiE, WS4 1d,
R FZ & o THGAAENE & F R ahgy Bz
Wb, LPLINSENZENDY A4 FORERKEEET
PHPHINLIZONT, ZO4BOBHEIZESHIZEFN
TNOREEBELETFICL D, FROIGHESEILET
%o PAX3 #5113 WS1 OB KMEFTH 5B EF
B512 WSS DEREETThH 57, WS2 OEH Mz
FiE5 255 EMNEHINTVWE, 209 b, 32
WZOWTIIBEFAFE STV 5 . MITF (WS2A)
& SLUG/SNAI2 (WS2D), & 512 SOX10 (WS2E) T
HBY, HED2OFMIET A G 1p21-p13.3
(WS2B)., & 9 —oh3gufafk 8423 (WS2C) 12 5 =
EWRDHoTVDEY, FREEBLRTIRAEIN TV
Vo WS4 i34 7% < & b 3 @ & {5+ EDN3,
EDNRB, SOX10 738 TH L Z &b hoTwb,

TV T TIVTIEBRICIE S F S F RIBRER &
LTORBEIDECHHY, TNFTIZT—LT T



$ER, b EBE - HEEERBE A NI A~

NV TIEGERE L FERRICAZ AL L TIESINT
ETCWVLEREVD 5.
OPCWH

peripheral demyelinating neuropathy, central demye-
linationg leukodystrophy, Waardenburg syndrome,
Hirschsprung disease D#ETdH 1), WS4 OFEFER THf
RIER T G0 50 SOX10 BIZF DIV ¥ 5DF
vl ABERTHEL D,

@Craniofacial-deafness-hand syndrome

B & 2, FARMIERLTWS
EMD, TOL)BRATHIND Z EERo7,
PAX3 #EFOERNFTEH SN TV 27, PAX3 &I
F OB RETE M ZE B : WS1/WS3/craniofacial-deafness-
hand syndrome % X779, —7, BAREICHEIEERS
ZEE%# 2§ &, rhabdomyosarcoma (7% 5% Z & 75‘%!]
LNTBY, ZOBETFIEHAEHRDIEICDBES
LTwh,
®@Albinism-deafness syndrome

FRLEDL D) BEABR & YT METE hetero-
chromia % 488 & 7%, Xq26.3-q27.1 I2~¥ v 7 &1
TWaAEY, BIEFIXEZERESIN TRV,

C. EXRMRBE - EHHEL L
(1) 7250

FEOMEE, REEHEESE D Jidhd, BRED
W REEEEEERETH b, MEZBEOHTR
(white forelock), RIZEIZZERS L IE=ADOHABK,
WalgHs - U IC GO AR A U S HEEAIS
O FEMALIE L A EHFEL 2\, o7z IEL
o KIT BIEFOERIZE W FET 5%, REFRIL
2H~10HI21 ANEE N5,

KIT 73— ¥ 5 ckit R4 R MR A
LA U7 aRFEMEoE M2 EM~0dEEZ S, S
&ho KIT B TERPEL D &, WENEE S,
BEMPBHENETE B h o 72N R RIS B3
LheEEZLNDL, ckit i3 1 RIEE@ER S /378
T, 2EATZERL LTERAT 2, VY i
stem cell factor (SCF) TH 1), #E&7 52 & THllEA
ANV T FIVERET Bo ckit IS F Y R
AL, MBENICTFOY YR -V E AT 5. A
Jamh o) v FREGEMIZ T L =AY 7 NERFEL
&, BERTVVIGHREICHEE TS S ckit PEK
T&ERWo, BEEAL LTEHAT S ckit (ZIEFHE
WAL R D, EEIZS0% & ), BERIE 25, M
Faghod ) 7y FHEGERMIICI A Y ALERBAEL S
&, SCF L oiEatL s 7 VRZERMESHEL 2
Bo MEFESINIZIEFDI B, 2 FEHNIEE
LTEBITEETH- 720 —H, MlBROFT Y »F
F—PEMIZI AL AERPELLE, BRT L

Genotype-Phenotype Association

N-terminal : =S
Missense mutations in KIT
Extracellylar Mild Moderate Severe
(23-520)
C136R
A178T M318G
Transmembrane M541L
(521-543)
Juxtamembrane i
(544-581) F584L FogaL, Fs8aC, L59SP
Tkl G601R, V620A
(Tyrosine Kinase domain 1) A621T, A621N A6215
(582-684) HE50P, HB50L
L656P, G664R
Kinase insert
(685-761)
C788R gg% R796G
Th2 R792G
P8321, W835R
(762-937) T847P EB61A
Yaroc
C-terminal

(938-976)

4. KIT 3 ALy AERIIBIT A HEETFE ERE
I AR

TEL70, IEHR ckit 12X 5 2 BEVPERINS
MERIZ25% 7%, EEMELD, T4bb, —ikH
IR TERA FHAII—EOMBESEBIE S 1
610~12) (K 4),

FEOEOARHICIFETEMES 2V, FEAL
7z, AT UA FHHBER RS L) T
Hb, —HT, BEMBELERTIREBECEER
BEBMARASNTETYEY, HHEHBUND@EFE
MIEA S = 2ARLTWAEZ &6, HEMIEH
ROKEBHRCHEEREBMEIEHZBRELEZD
y {3
LSO

1) HOERBEOHEMTE L O HC R ks
ORI ESESIAFF SN T b, FLEHEEEIC
B DM OFM B PLETHS I

2) AR, FRAEEIEEZ EIEFICRELAMHE LD
% HARNEBYW, HBAWEL &b IS/ 5H
RKANRZY, AT HHERY, KT Bl TEEYH
L, ZREORLRLIFHR (RERT—F) 2ENRD
Mo TETVD, REMEEZLETLIEFIFO LY
FF—ERFAAL YHOFHI AL ZAERE, KRED
R 5T Td 5 MCIR #fn+ OBEAERIK TR Z
BAH L Twize MCIR BIZFORBRRKTRLR L
FCTIEHARANIREIZZS W &5, MCIR &
faF X KIT Bz EHEERAZETHZ L, S5612
MCIR #1113 KIT #AzF D15 #E % T (modifier
gene) THhhHI ENREEINT, 4%, BEOREET
o - R A OB (genotype-phenotype rela-
tionship) & 1&HE 7% ZEMIZB VT, ERERIZHE
x BT EIE T RO DR S,

(2) Wi REBE

18844F 12 Lesser 12 & » THIO Tty S 728K %

DAREEHAERTH 217, Coupe | IR M5 &



RAEGEBFEMARMME (BEETER BRI ESER) a3t - ORESRIA NI/~

LT, () HAERED L IZAERML < ELS, ()
R, AR TERESER L 2V, (i) WA ERR &
HORELMRIIEETH S, (iv) BRLEZED
ROBRERED LV, AL LTWVEY, FifFi
BREIE, G) MM ARE, Gi) RIS 72H
B, Gi) bRARSLERICHAT LHE, (258
ENTELY, MIEOEBEIE, BHRD L A%
T, $ERiEERL, @850 BT bk
BICHEET 0 BEHIRICIH - 2 ABEE, Rtk
WL LR LFRBET, 70y 7RAMEDL LT
T aaBITBoTHAT Do AR L TRIZH
9 % B pigmentary mosaicism &[] U BRFRIHZ @
WREMEATE W2V SRE AL, AR TR <,
SHIPRCBHENC DA U5, BABREAHTIE, SRl
BULEH L I1ZIZEDbL VA, BALTWw287, f
FHBHATO AT/ V) — A ERHA L Tnwas?, %
AL N TERE LA S ) V-2 BE SR
%22,23)0

SR DR

BEDE 25, HHREREI SV L ECHRAL
NTCE72 PUVA IR REBHIEH TV AR
LIITHB, WNN=A—=2T7 v THEMOERIZLD,
AT ZHBE L COLBETH L, WY R EHEDORH
IR E N D,
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