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g
e RAE PR ZIEERE (Congenital Central Hypoventilation Syndrome: CCHS)
I, PRI X O S KA e B IS L 0 | BRI AR VR R U RIS AR RIS, EE
TIEREERIC BIRR A E 7o THRATH 5, LRI & D FER R O 7P i oo B8 23
HY . @R MBS S IME (2 %) L CHRRUSE DA e Wiz bRk 2 95
LEZ BT S, CCHS DJFIANIE PHOX2B B An T 225 Td D Z & 8B 5732 72 - 72, PHOX2B
BEOK 90%I1% exon 3 IZHD 20 RV T T =2 HITBITD 4-13 77 =0 DOMELR
(polyalanine repeat expansion mutation: PARM) T&h VY . HELEFREIZ X - T 24PARM
(IEHD 20 RV T T =82 47 7= OMRERDND T8 D) 775 33PARM (257
HEINTWD, O 10%IEI AV A, FriEry A, ZL—Av 7 NERREOIET
7 = MRAR (Non-PARM) %388 %, CCHS DIE& A Lt de novo BRTH DN, —if
XEYA 7 OB ETITBIEG OB S OBREIN & 0 I EREMEREOERE & 5,
KRR Tl PHOX2B DR 37 o — Rk 7 Vo & F OO 275 A ZE 7 fEik
. WY — 7 = =TT L, RIS 2T LV 0. 1%L FOMiZe N 7
Y MZOWTHET S, £ exon 3IHD 20 KY T T =8I L CE, BEZ O
180> Fx PCR ¥ CHAME L, A — 7 = — M3 5, H#HY — FRR R — 4
Y —DT —Z OMENLERIGEX, T —ELEL DXy T ) —— P —T
DFFNTHAT 9 0 7R B KRB - FAED 2 ©— BRI 7 SREEEGIZB L
TIEEAREE COMMNEHE Y — RO — 7 v —CIIREE R 7o, #Ex% L
L2, (SHIlEEY A 212N Ty ha—7—TCTHRHETE 720 0I2B LT
HEFTLHN, NV T ha—F—THRHTE R b DI L TEHE LR,

(1) HmEFE
MENHEUL LIS 7 S5 DNA D, 24T DA BB L FOTAVESEa— R
T VL 2DA b n BRI GENA TV F A= a D WIEEERN
HiEyE (polymerase chain reaction #, PCRIE&EME) ICXK VML, AR —/r
Y —H50EF Y ET Y — o — I L DB TR EE TV, AR
WA OTAMELEa— RERICBIT 2 v —F7 vy 7 TR ATRE 2K BUEE O
HWRFS B O 2T 5,
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EEMICHN SN TNDE M7 5 Y 77 Lo RS O R | (RHBIHE AL R
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EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZETH2HLOTIEH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 2 B LI,

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A

/ AENPEAE s
FERHERIC TR O H BRI DWW TSIt A L, KBEOH LIAZRDOE R
HERT A,

BAIRDERRAE S
R IAT D EA AL 1D Z0#R T ~ L3 AE T S -8 msy 1 A
(B e fRIEL M58 EDTA-2K (F 7213 Na) HHR7)

BIEOERE
i Inl B &R+ 5,

BRIE DRI
PRI AR T, T IE £ 7 3B R4 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, RGAIORIMS ), FEEHOFRICEET D Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

ARG 7 ~ U IXEA AL 1D 70 & ONSIHRIAE B 1D 25tk 7 %,
FRARIEHE L, YRESEEORX AT 5, EREHIEE 2L TITRT,
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(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREB/HHE
7L

(14) REOBH LiAA, BRWEbHE
PASENEANDT S DNABFZERT Bl FHiAsE (O B FRA=)
T292-0818 T AR H M2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

5/5



