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SERME PRI AR SAERE (Congenital central hypoventilation syndrome :
CCHS) 1, 1970 4EiC Mellins 5icdk o> CMERREEEOESES L THD THREIN, E.
IRROEHESD U BEITREREEL, HSNIEER - MBS, BRmEs, A
BB, JERFR SARA STVCERIETH 5. HEERCHLMIRRETE, 0
A%, apparent life threatening event (ALTE)/R & TE&fTHN5. HRABIRHETS
B, WRPROBILREICH T A RERBOET, 5L < RmBSREESE 5T
W3, CCHS @#) 16%7%° Hirschsprung fFE2&4tL, iz, FEEMEE, igmiEs
B L N & SN, CCHS 13 Neurocristopathy @ —&% % 51T 5.
Hirschsprung SEORRIBET./ w7 79 M A CCHS EHOmEkE 29 5ET
PHEREBEETE U TRITS N TS, HEEEENaRok. 2003 4, Amiel
51 CCHS29 EHEMEL, 19 EFMIC PHOX2B BEFORY T I OHED
frameshift OZEEZRWHUZ. S, KBRE2HETSEHIC CCHS BEMRED 7 EH
& Hirschsprung & &H L TWe 3 IEAERNHREL, RET-GDNF H#EER (RET,
GDNF, GFRA1l), EDN-EDNRB &#{=iZ% (EDN1, EDN3, EDNRB), RET FH
SEETH (PHOX2A, PHOXZB, HASH-1) B0 BDNF A TEMERMEET &
UTEROEECOWTRELSE. 7L T, RET-GDNF SHEE%Tid RET BiET
ZER%E 3 wHliC, GFRAL BETERE 1 EHCRYE. £, RET BERAGEETRHT
‘i PHOX2A ETZRE 1 4T, PHOXZB ET TORY 7 9=V OfsRERE 4
S, frameshift Z88% 1 fEfllc, HASH-1 BETERE 2 mACRD-. PHOX2B
ETORRE KRS, COHS ORI PHOX2B OEESEEREEEL TN
 CEMMERENE. UL, $EMOSRICHERERDT, RELGDNF SHEERIC
5T BEETED synagic cffect OTEEDE X SN, RET BETOREREICHS
TAERIRIET a0 TR BUENS 5. BHEOEIIE &b, BEBEROHE -
SRR E T BRETEER S M LTS T EMUB LB 5.

(1, 20 D’:?“l?l[}i)



FRL74E1A31E
IIBRFERFREFFRRE B o
F AL AW X%Efk%%‘z

HEEERA : 4R #&%TF
i SCEHE ¢ SERMETHE AR RAE R O W R AE

wEER . sz ArE #(EE

......

BIEEERS RKE B mﬁ

BIfFEAZE —W A% @ﬁﬁ
ey
EERTR: YER1T7TH#1H258 y

[ XEFEERFREE ]

AW Tk RKeE PR R e =R (CCHS) 1 0f% i & L., EFIBGE L &l
FEEM O FREERBEETF L EZ2 bbb RET - GDNF {§#R{52% (RET. GDNF. GFRA1). RET Z&
TS TR (PHOX2B. PHOX2A. HASH-1). EDN - EDNRB JH%5i{Z=% (EDN1. EDN3. EDNRB)
B LT BONF BIZFOREOFEEMT L, T 512 BINF ZERE wHBEMIEOS L - %
g - HECEETALOTHD, BRE LT, BT BEFERS JEFIC, CFRAL ERFE
B% 1JEGC, PHOXZ2A BETERY 1 EFIC, PHOXB BEFTCORY 77 =R 4E
. frameshift ZEf% LEMIC, HASH-1 BETERE 2EMA RO, U EOERTT~
T~F uiEg T -7z, EDN1, EDN3, EDNRB, BDNF (ZixZE 2% 38872 h>- 7, RET, GFRAL,
PHOX2A.. HASH-1 OBETERIILFRELMRBER TH 7%, PHOXBBEEFORI T 5=
VHEARDEAFOS b IFTRHERAICEEZRO ok, BV O 1HITIHERICH
BOTREZROER, FOERTVNLOLLEIIHL 0% THoT,

EDN - EDNRB {&#{ziZ %k & BINF OBETEFIIBE EhT, 2 b D CCHS BE~DBEE
DFREMITE L HIF SNz, $ RET BETEREREL CRA—0R% 257 5ma
BETHD ., ALLRBEEIESE LI hote, —F. 4FICE D b7z PHOX2B BiEF0
RYT I =L BERBREOTEIIROT, 1AOBRINERT YADPRNEYL 7O
T hIEICE L v Tr LHEE S N7, PHOX2B i& RET ORIMFLNICEE LTI v . PHOX2B
BEFERICE Y HEHREOSLE I UHRENES S 1L CCHS 28R 12 = L AR E i,
L L7eas b 228 o 5 B 1L PHOX2B BEFERIIBH SN T S5 25MEBLETH S,

AT COHS BEICITREMARO L - BE) - K% 75 RET ORAFHEHICEET 3
PHOX2B BREELREZH UL TWAZ L FRALMK Lz, HEFIHELEDTSH ¥ FHEHOER
EIBEL, AEESRBMNRTCETS b O LERLE,



