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1.

S

MR R D EEEZ T HRELT HMIAE K[EIZEEE (Alveolar Hypoventilation Syndrome: AHS) [XE D)
BE#BICHEDToATEY ., THITIFOE XM & R 4 K ¥ K 4E 1% B (Congenital central
hypoventilation syndrome: CCHS ) . @ 4% & 4 b X 1 1K #2 & JE & B¥ (idiopathic central alveolar
hypoventilation: ICAH), @ BB ;#{E Ha K fE X E¥(obesity hypoventilation syndrome: OHS)D3DOMREENS,
CCHS. ICAH, OHSOWF hi M, TELRELMTRAH ROMETHY . MRE PRBEE. &R
. ERE EY. VEER. RRE. HHET. BEEREIZLHLDTIHAELY,

CCHS. ICAHTIZ R EERF IZH LN TENARIN = B 1L R 3R 53 [£ (PaCO,) AN EHE LT H45mmHe Z IR I E B &
BHBHIENBH D, OHSIE, HRFAHRDEENEETHY . JAEATDEEEFFPaCO, A 50mmHg A £ TH
A &0 = OREIR b ) #45 XUE 5 £ (continuous positive airway pressure: CPAP)E LA Z @ Y]IZ{T>TLY
BIZEMI LT EEBFORBANEZEFETICEINIEERFODHEE LOERLLHTIVD,

CCHSM & MF LA E H¥Paired-like homeobox 2B (PHOXZBEIGFER%ERL . PHOX2BEIEFIRE
(FAHS DM, EAIBOTEETHS, TEH5. RARIEDAHSTIZCCHSEICAHD R A R TH
BH. PHOXZBEIGFICEENBDONNIEHAFIECCHS, EEMNLTNIXICAHEB s D, F=.
OHSE DA 2 BMIEPHOXZBEIGFIRAENER TH D, —MREGIEIREEEM[EELY . CCHSTIX
REM (rapid eye movement) BEER &L +NREM (non-REM) EEIREAICE EICH DI E B ET HHREELH D,
HREEFIILOHET HIEREDHELE RIZKY ., CCHSD AL IENMIERIZ#H D, ICAHIZHK A TH
RIN(TEN BN,

2. [fAE

IR OFEHRELT, EEUE) . B TRREMNFEET S, AHS TIE L ERH RIS T EICES
INTLVD, CCHS BEDIFEAL TIE PHOXZB EIGFEERNHLND , PHOXZB EIGFIFTEEIK 4p12
[ZRIB T %, PHOX2BEIEFEEDHI 90% (L exond 285 20 R FS=UEHICEITH4-13 7S D
EZF & (polyalanine repeat expansion mutation: PARM) THY . BEEZEMIZL>T 24PARM(IEEE D 20 7R
7= 8BICAT IO DHBEEENMbH-1=3M) A5 33PARM [ZHEEIN TV, FRYUE) 10%(FIX
TR FURVA, TU—LUTNERBGEDIET S HEZEE (Non PARM)ZRH S, CCHS DIFEA
Ll de novo ZETHSMN ., —EIEEF A VDEXIIBREF DEILDEEHNHYE L BARIEMEERG
DHREED, PHOX2B EIEFERIEL. LV RT IV T R, BREBRIEETS (IR, Ei., (KB
HfEELRE) FRIL. MEEELEDRERLEL D, ICAH, OHS TIHEEMAEEFEEFRESA T
TOA WIhbE ZERb R RIE. EERFRNEICKT HLFRATMASEIEEIN TS,

3. fER

AHS TIIRMEORERMIRIEE (E# 5. ERFRITR . EFR) NEBESN TOENE, TR, 2R
DR, BHOES. RHERBOEBELGEDERNHIET S, F-. KEO G ZEBIL R ME LK



ROAHEMBRMAEICELY. FFRERES, FELEQALDFEERNHIRT 5 EAHSH, CCHS TIEFEL
VARTIT R, BERERETE (RERDEER. RIRE SO TRk, Fik. KRAHES. XTE
BHREEEIL. RESGELRET H50HSH, CCHS O/MNETIIEBMOFREENFT+57THS
ECREBFDRIMIEMT 5, ICAH (X, BIERTH>TH., 8UH, BERERE ., RBTEICRYERA
FRTE1E T HEH LY, OHS M 90% LU L (FFAZEMERIRFF BT R Z 29 50, EBIEEEEBRIOADESE
LEHEL. BHDOBEDRIZETHEHE W BH. LT N ORELERE OERTIRIEE OEGE
BIZKY, CCHS M BEMEKETZ LS DIERITERR. HEXT D ELHAHD T, HITEY TR EE
B ERDAH TEEEZHET HEIETERLY,

ARE

HAMROMERETHY., BAKABREIHILIN TGN, EREEEBRIOEENERELTS (L.
REERFF DA DBETHXWAIEETHY . ICAH TIKENITE BB TRBH R AIGELFHLH S, LHL.
EEDHAICE. BIRE - BERRXIABENDVLETH S, TARIETREETHS, CPAP, AT
ER(REUHTALMEREREXIIIEREEMPGZEHS (noninvasive positive pressure ventilation: NPPV))
BEBYLGFREBRZITO>TH BRRLE. BDTFELEZHIGEE. BRES . BEGELVELL
%, =1L, BRTREI12LD CO FILaA—L RICBET D, Ff=. AHS (IFFIRIFBLGE . FEr. EHHFIRE
[2&kY. ERKSARBIETLTERAEDEELFZETLIELAHY. FELDETH D,

CCHS MIEMSIL. ZLDIHE . AR OKFMICATPREELZES S, BEUGFREERCLYEHR
K[DBILLEBREMIELZ TELRYET. EEHBFADEEEZR/IRIZTEHIEN . BIRD quality of life
(QOLPFRBEICEVWTRVEETH D, FTERY, FLRHARED CCHS THEHREHRNEH S
O, BHMNCREVIATAIMEREENMEREING RADAIFREEEZEZL-—EOEETIE., K
RICHEWD HREERFOADERAH DL NPPV [ZF51T7TE S, CCHS [IxtT ZAKREL T, A4, HiF
ER—2 0T MM ThNndE5I1274Y. BRICHEBRIDHHEF~DBENENBHESMIHE->TNS, F-.
HEIZHERFBNEMLOOH D,

5. F&

HANHOERBDOOEESEFRAEITHOATOGVA, LEVRTAIMRREER, NPPV O
BUARMNEYIThNIEE . PROBESRON S, CCHS DIHE . RHRR L@ QR EECEK
Y. k- SEEE DORIEFHHELUICEED QOL M EAHFTES,

O EHOHEIHELEE

1.

BEH
AHS £{KT# 15,000 A

- RROHE

B (CCHS MIFEAE X PHOXZBEIEFEENRIRIZEEHRT 5, ICAH, OHS TIXEFEDEEFEEIL
BESN TV, )

- IRBVTRETIE
RBREER A A [E VIR T ATFREE. NPPV G EICRDMMERENEITSN TS,
. REOEE

FREEZED . RADBRENVLETHD,
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BEMTOEE. BROVERICKVEEESEETI,
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<BMREE>

AHS [£1) SRR IEBRTAEIZEEE (CCHS), 2)BRMEDRMEMBIERS (ICAH), 3)EFEEBRSE
&3 (OHS) M3D2M S,

1) e XK1 PR IR HR S GE{Z EE (Congenital central hypoventilation syndrome: CCHS)
Definite & Probable ZXx1 & &3 5,

A FEIR
FEIREAET RE ICRE T AR, KIELAHS,

EVSARTIVI TR, BEMERET 2R, FH. KERAHESLEOEZHREROER). M
REBLGEEEHITIELHD,

B. BREMR
1. EERPBERE
UTOWThh &= EREERRSAFERIND
a. PaCO.(H AN IR EDIER XIFER LK PCO)A 55mmHg ZHBZ T 10 DLl LT S,

b. PaCOx($ AW\ ILENIRE XILFERIRFK PCO)HE EERFNEA L &85 L CHEAR B[ 10mmHg
UEERL, 50mmHg Z{8Z AEH 10 2L LTS,

c. BLIEMS/INE HAEIRIEM D 2508812500 T, PaCO# 5L ER B OB K X LF R4 K

PCO)AY 50mmHg JYUBWMEEIEBRREHELTEEN, TEMEE B L THBEIR R X1
K ZANILRIET B,

2. RERREMRICI KRBT CRRPRENEBTISS)

BEAR P D PaCOfHAWNEHKBDBRE XIXMTERIEER PCOEMAENHREBELIEE . REEFRD
PaC0:45mmHg UL E CHAREETH S,

C. BFHBRE (WAE)X
PHOX2B B FEEXZEHD
XPHOX2B B FREIXWNETHITOZE

D. A2k
LUTZRNTED,
hDEERIEES . EFMEES. RMER. WEERGE

<sHOhTI—>
Definite: AZii&f-L. M DOB1E=(EB2%i&E L. M DOCHidEl-L. DERI T=S
Probable: AZ#if=L. N DOB1E=(EAB2%ET-L. DERIN TEDHH, CHm-I/EL

<ZEHRE>

AEBEDEREELT. 2023 FETIXEBIZT PHOXIB EBIZFEENZHDWBEIER I THT-H. FD
% . TIFEAE DIEBIT PHOX2BEIGFEENFET DIEEND LT,

<EEESE>



UTOEEENEZAVCEEE I ULEERERET D,

{CCHS> SEVIRT AR, IHREEMBGE R SINPPY)
I EHEREOHNLE

i REBREEOAH. BEE—ETEMNALE
i REBICBLWTHLRANRE
KIBRIER— S REITRA T MEAELS,

2) 4R PR MK S (diopathic central alveolar hypoventilation: ICAH)
Definite & T Probable 38 L9 5,

A BREMR
1. BRPBREICKYUTOVNT hERE- T EIREEERTAERIND,
a. PaCO:(H DI EDREE XILESK LK PCO,) A 55mmHg Z#BZ T 10 S UL LT 5,
b. PaCO: (AN IREBDRZE XILMELIER PCO.) A, BERRHINEAGL L EL THERR (< 10mmHg
UEERL.50mmHg ZHE A HEN 10 DU EFHKT 5.
c. ALRMG/NRTIL, FREEERFFREID 25%#BIZHE VT, PaCO(HAHWIIRB DR E X TR IEER
PCO:) A 50mmHg KYUE LY, REMFEEL T, LEREMIS1BEEBANIERTET S,

2. RERREMRICKINE T ERMRELVRYTIES)
a. REEHP D PaCO:AY 50mmHg LA L T, REIDEERIMELSE DERFREENZOHLND,
b. REEF D PaCO.A 45mmHg LA L T, WE DIEEER ML E DEERFREENZHONS.

B. EFHBRE
PHOX2B EIEFEEFZDHILN,

C. #ERIZH
IR EEBRIDELERELTUTERNTES,
fREPREEE. MMERE. WERER, EMER. KR, HAOKET. EEEL,

<gWmohTa)—>
Definite1: A-D1&-BEELLECE®T-T
Definite2: A-D2ab BLELUECEMTI=F
Probable: A-D2bé&BEtL{ULCE#HI-F

<EEESE>
UTOEEEFELTRAVTCEEE I ULERRET S,

<ICAH> JAERAETD PaCoO,

I H B2 PaCO, 45mmHg K

11 HHEEFR PaCO, 45mmHg LL_E 50mmHg ki
1 HEEF PaCO, 50mmHg LI E
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3) BB KL RAE (& BE(obesity hypoventilation syndrome: OHS)
Definite # xR T B,

A. BERFR
BENFET S
B A Tld BMI3Okg/m? A £, /MR TIXEH - 1R THIFEED 95 /S—E2 2L EET B,

B. REMR
1. BEBREMRRVAERGHE
REED(Z PaCO, 50mmHg LI EMWFEERRIN TS, Ffit KUBGE (CPAP) JBEZE1T>TH, PaCO, HY
45mmHg AT IZIEB7EL0Y,

2. BRFREICKYUTOVWT s Eim-TEREEERIAHERIND
a. #PaC0, (HANEIREBDRERNIFFESFER PCO, ) 55mmHg Z#EA T 10 5 LLEFHF#RT 5,
b. ZPaCO, (HANWIKEBDEEXIFFERIER PCO, )N R EERFINEAGL LB L TRERR I
10mmHg KL E ER L. 50mmHg A HEA 10 2 LLEFRT 5,
c. ;LIRA/NRITHEERFFRHE D 25%8BIZH VT, Z PaCO, (HAWEIRKB DR E XIEMESIEEK
PCO,)hY 50mmHg LY BLMEEITIEBREFIEL THLL, TEMEE B L THRERIRFFHE L1 6F
REHANILRIET B,

C. HAIFZK
ERSOILERRELTUTERNTES,
MEBPRERR. MMERE. WEEE. EYER. #BER. HHET. BEICLI[ERED
FiEIR T B %, BRA1 D4 Rt P AR M IR R4 R (ICAH) 8 B UM [F 5 K th iR P4 K 42 SRE 1B B (CCHS)

<s¥HOhTI—>
Definite: AEBD 1 RUBM2, CEIT RN Timf=9

<EEESE>
UTOEEENEZAVTEEE N L EERRET S,

< OHS> B SUES T (CPAP)A R

I HEEh PaCO, 45mmHg K

I HEEth PaCO, 45mmHg LL_E 50mmHg K
11 HEEh PaCO, 50mmHg Ll E

1\Y NPPV DA E




KL FLHE N OVERAE Ay B O S 35 H B B

1. JRAZWNT WV D ERARGEIR . AT REICB LT, ZREYE RICR B OBLEDN WA ITiE, W
NORHO b DOZANTHAELL X2 (7272 L, YiZBim Ofkil & R RIERE TH - T, il
AJRE7R H DIZIR D, ),

2. IBWRBIAATICI 1T 2 B B DWW TL, MU R EFHERO N CIREMTObIL TV A IRETH
ST, HIL 62 HETRLEWVIREAEMIHET 2L L35,

3. 2B, EROBREN FFROBEEE S C—EU LICEY LARWE T 503, mEARERZ
5 EBRBERLDIZONWTIE, EREMROMNSRET D,



