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Fujii K, Miyashita T. Heterozygous tandem
duplication within the PTCH1 gene results
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WEBNE JEH & LTOERBRFIERBERSRICL 58
B #EE GERSNRERECZ—EER) R REE.
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print]
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REEERTH Y, B TIEEEBIDORENR H 553,
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NI EE DIREFNII o 1208, FERER K
HEESRITINZ CMYCN %2519 2p24.8 DRKZTED
72D T, Feingold fEFRE LW L, EEHORK %
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EWREER AR D,

PR M RICRE R L, IREEREE, Bl
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RAS-MAPK #R¥ICEED BT T, X—T IEER
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BEFTH D, AFIGERATR E Hiot, Legius JEE
BELBMT LT,
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= — T A 7 A SME) . Dravet JE & &
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Y& I A7 m=—FME, BV IEHREREELRE ST
DEERTANPAVTHY , KEIHEERDTAPAIRE
WCHEBPNELE 2 b,
(FEFl 4 ) TWIST1 EE T+ R KT XK D
Saethre-Chotzen JEfERE
43%% 9 W ABIR, 41 3600g THAE, SHHEZE
7ro ESH 1. BIRY 14 W H, L2 5. O0ED
SEH 2 C BREO MR Th 5, AEfE b2 <,
EHEEESRER N Ch D, BFEL AL T 5,
RS FERSIEL R0, IHFRINEL CERETERK
FEZT 7o, FHEA TR, SRS RIS, &
BiE L ¥ Saethre-Chotzen SEMEREDEEIOIL TWIST1
BT O TON T DRI o Tz, RIEDFTRE
MerEZ T 70T LA REKBRELZITo7Z,
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Saethre-Chotzen JEEREIL 7p21.1 IZJEALT D
TWIST1 #ETERICL D, HSEEFIES, R
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ETRKIZ I BBITH DN, IEOEEROBET
HRE LT - OICEE R HER R SRR 2RO,
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4% 9 WABR, 41 18 3600g THAE, BRHEZFE
7o EH1mR. BIEY 14 DA, BAL25%. O0EY
N6 2 COBE DM RI TH D, BEFE B2 <.,
EERMEISRERF Ch D, ERMERCHD, R
HIBHREN B EE T o7,
FHERREER, SRIEREF 2RI DITREDH]
BEMEEEL T, 70T UL RERREEZITo 7,
MITF (microphthalmia-associated transcription
factor) Z&%e 3pld REEFRDIZ,
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