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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 A & fE X E¥(obesity hypoventilation syndrome: OHS)D3DOMWEENS,
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 &
RHBHIENBH D, OHSIE, HIRFAHRDEENRHETHY . JAEATDEEEFFPaCO, A 50mmHg A £ TH
A0 = OREIR th ) #45 XUE 5 £ (continuous positive airway pressure: CPAP)E LA Z @] Z{T>TLY
BIZEMI LT EEBFORBANEFETICEINIEEHFODHEE LOERLLHTILVD,

CCHSM BE DT LA E D Paired-like homeobox 2b (PHOXZB)EIETFREE RL. PHOXZBHEZE ILAHS
DB B BOHTEETH D, $6805 . BARIEDAHS TIZCCHSEICAHDE R A TH DA
PHOXZBIZEEMNRHONNILHAFIECCHS EENZITNITICAHERZ TSNS, F=. OHSEDE I
[CLBMIEPHOXZBIRBENEETH D, — MM ERBEEEBKEELY | CCHSTIEREM (rapid eye
movement) BEEE & &) £L,NREM (non-REM) BEEREAICB E TG D DL T B ELH S, HREEZ(T
CLHETHEBRERDHEELE RICEY. CCHSDRABITIEMIERIZH S, ICAHITHATHERSN DL
&L,

2. [fAE

RO RELT, EEURHE) . B TEIRENFEET 5. AHS TlE, L ERAES RIS EICES
INTLVD, CCHS BEDIFEALE TIE PHOXZBEIGFEEN HOND, PHOXZB (T BIK 4p12 ITHLE
I %, PHOX2B ZZED#) 90%(F exon3I1Z8H 5 20 RYTFS=UEIZE TS 4-13 FSZUDBELEER
(polyalanine repeat expansion mutation: PARM) T&HhY . BELTEH#MIZEL->T 24PARMIEEED 20 RUF7S
ZUSHIZ 4 TOIZUOBEEENMboIZED) M IBPARM [ZHEEINTULVS, FZYHK 10%(EFI RV
ATV R TU—LVITNEEGEDIET 5= BRESE (Non PARM)ZER8 %, CCHS DIFEAL(F
de novo ZETHAHN . —MEIEF AV DEXIIEIEF DRI S DEEFINHYELBARBEHEETRDOR
KELd, PHOXZB BIEFEEZ. EILDaART LT iR, BEBREEET S (FEIR. FH. K RIAHRE
ERE)ERIL. RERGEDRR LMD, ICAH, OHS TIEEHEMNLEEFEREXRESN TLVEL
AL WFThBE BRI RFRIE. ERFLEICKTSEZATINSEICEEIN TS,

3. fER

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



ROCAHEMBRMAEICELY. FFRERES, FELEQADLDFEERNHIRT H5EAHSH, CCHS TIFEL
VARTIT R, BERERETE (RERDEER. RIRE SO TRk, Fik. KRAHES. XTE
BHREEEIL. RESGELRET H50HSH, CCHS O/MNETIIEBMOFREENFT+57THS
ECREBFDRIMEMT 5, ICAH (X, BIERTH>TH, 8UH, BEREMRE . REBTEITKYERA
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
B2 FERDAH TEEEZHIET HEIFTERGLY,

ARE

HAMROMERETHY., BAKABREIHILIN TGN, EREEEBRIOEENERELTS (L.
REERFFD A DBETHXWLAIEETHY . ICAH TIKENITE BB TRBH R AIGELFHLH S, LHL.
EEDHAICE., BIRE - BERXIABENDVLETH S, TARIETREETHS, CPAP, AT
EFEREREVHTAIRERERXIIIFREMZEE R (noninvasive positive pressure ventilation: NPPV)
BEBYLGFREBRZITO>TH BRRLE. BDTFELEZHIGEE. BRES . BEGELVELL
%, =1L, BRTREI12LD CO, FIILaA—L RICBET b, Ff=. AHS (IFFIRIFBLGE . FEL. HHFHFIRE
[2&kY. ERKSARBIETLTERAEDEELZFZETLIELAHY. FELDETHD,

CCHS MIEMSIL. ZLDIHE . AR OKFMICATPREELZES S, BEUGFREERCLYEHR
K[DBILLEBREMIELZ TELRYET. EEHBFADEEEZR/IRIZTEHIEN . BIRD quality of life
(QOLPFERBEICEVTRLEETHS, FTERE. REIFED CCHS TIEREHEMNEHGEM G,
BHMAREVIBTAIMRREENHERINS RADAIFRERZEL-—OEETE. KEIC
U, BREERREOADEMADHDHLIE NPPV [2FEITTE S, CCHS ITHT HIAMEL T, L. MMREAR
=T BTN BEELSITHEY ., BRICHEBRI[DHHEF~DEMENBASMNIE-TINS, T, KHE
[CHERBIAEMLODH S,

5. F&

AR ORBOLO EREEFRAEXTHOATUOEL, SEYVIBTATIFREE, NPPY O
RO EYThONIIEE . FROBENRLNS, CCHS DIBE. RIS RLETRERICL
Y. k- SEEE DORIEFHHELUICEED QOL M EAHFTES,

O EHOHEIHELEE

1.

BEH
AHS £{KT# 15,000 A

- RROHE

B (CCHS MIFEAE X PHOXZB EIEFEENRIFIZHEZRT 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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<BMREE>
AHS [£1) EXRMEPREEMRSTAEIZEE (CCHS) . 2) R PR IERMARIEMRST (ICAH), 3)IEMESAE
&8 (OHS) M3 DML HAANT Nt EREERMK[EZZ T 5,

1) e XK1 PR IR HR S GE{Z EE (Congenital central hypoventilation syndrome: CCHS)
Definite ZXRET %,

A. fEIK
MR RS EE ICEET K. KixHH D,
EILSART IR, BEMEEET SRR, Ei, KRASESLEOEEHREROER),
BERGLEEZEHTIIELH D,

B. BREMR
1. EERPBERE

UTOWThh &= EREERRSAFERIND

a. PaCO(HAWMIREDRFEE XIFESHREK PCO,)A 55mmHg ZHBZ T 10 D LU LGS 5,

b. PaCOx(#H AL MF B DR KR X ITFESIREK PCO)M B EERHNEN L & EL 8 L CRERR AR I 10mmHg
UEERL.50mmHg ZHE A HEN 10 DU EFHKT 5.

c. ROAS/INRIFBERBEEO 25%BIZHE T, PaCOXHAINIREDFER X IIMFEREXK
PCO)AY 50mmHg KYBUMEEICEBRKEHELTEHLL, REMEEE L TRERFFRE 1
BREZBANIELRET S,

2. EEMREMRICKARE T RIRDRESRH#LIGE)
BRSO PaCOHAWERBDBRERIIMESIER PCOERAENRELIHEES. EEFD
PaC0,45mmHg L\ L CHETRIEETH B,

3. (REAEDERFIT PHOXZB EIEFEENEET S,

C. #ERIZH
LUT%KRNTES,
thDIEREES, EXEES. ZEYER. WEERLE

<s¥HOhTI—>
Definite: AR U . BD 11 LLF 2R U3%ETEI=L. CE{s T=5

<sEZRE>
AEEDERELT. 2023 EFTIZERIIZ PHOXIZBEENZHDWEIER | THoT-I . FDE.TF
EAEDIEBIT PHOXZB B FEENEET HI1ESND LS HoT=,

<EBEENFE>
UTDEEENEZAVCEEEILLEERNRETS,
{CCHS> SEVIRAT AR, JFREMIEERTINPPY)

I EREEOHBE
I REREREDOH . BER—HBEPEBMNALE




i TEHIZALVTHERALE
KIEPRER— VT ARITER N HIR (X MEE4 S,

2) 4R PR EMEIEELS (idiopathic central alveolar hypoventilation: ICAH)
Definite &1 Probable 38R &9 5,

A B®REBFRR
1. BRMPEEICIYUTOWNT W EHE- T IEREEEBRINERIND,
a. PaCO:(HANFIREBDRKR X FMEK LK PCO.) HY 55mmHg 8% T 10 DL EHRT 5,
b. PaCO:($AWNMIRBDRE XILMFELRIER PCO.) A, BEERHINEAL L 8L THERR (< 10mmHg
UEERL.50mmHg ZHE A HEN 10 DU EFHKET 5.
c. 3LRMS/NETIL, HEERFFFED 25%FBIZHLVT, PaCO: (HHNWIIREBDRER XIIMES LR
PCO:) AY 50mmHg KUBE LY, REMEZEEL T, RERFEIS1BEEEANERET S,

2. RERREMRICKINE T ERDRELVNRYSIES)
a. REEHP D PaCO:AY 50mmHg LA E T, REIDEERIMESE DERFREENZOLND,
b. REEF D PaCO.A 45mmHg LA L T, W DIEEER MG E DEERFREENZBHON S,

B. E=FMBRE
PHOX2B &I FEFBZFZHILN,

C. #ERIZH
FEIRBEEEBRTDELERELTUTERNTES,
fREPREERE. MMERE. WEKRER., EYER. KR, HAOKT. EEEL,

<gWmohTa)—>
Definite1 :AD 1&. BELLIICEHET=T
Definite2: AD2a&, B LLIICEMT=T
Probable: AD2b& ., B3, LLIECHE -9

<EEESE>
UTOEEENEZAVTEEE I L EERRET S,

<ICAH> JAFRHEID PaCo,

I HEEh PaCO, 45mmHg K

I HEEEh PaCO, 45mmHg LL_E 50mmHg K&

1 HHEEF PaCO, 50mmHg LI E

v REALEREEANANDE

% AIMREENREOALEST . — B THLHPLME




3) BB KL RAE (& BE(obesity hypoventilation syndrome: OHS)
Definite # xR T B,

A. BERFR
BENFET S
B ATl BMI30kg/m* A L | /NB TIXE#R - B THFFEED 95 /18—t 2L EET B,

B. REMR
1. BEBREMRRVAERGHE
REEH(Z PaCO, 50mmHg LI EMWFEERRIN TS, Ffit UBGE (CPAP) JBEZE1T>TH, PaCO, HY
45mmHg AT IZIEB7E0Y,

2. BRFREICKYUTOVWT s Eim-TEREEERIAHERIND
a. PaCO(HANIREDE R XIFIER LK PCO,)AS 55mmHg ##BZ T 10 /UL L35,
b. PaCOyHAWIRBOBRERXIIMEKIER PCO, )NEEREHNENL Lt E L TEEER R (Z 10mmHg
LlEERL. 50mmHg ZBAAEMN 10 2 UL EHHT 5,
c. BLIRMS/INR ITHRERFERE D 25%#BIZH T, PaCOyHANEREBDBE X FES LR
PCO)HY 50mmHg KUBWEEITEBRKEHELTELN, REMZE B L THBEIREFRME (X185
REHANILRIET B,

C. HAIFZK
ERSOILERRELTUTERNTES,
MEBPRERR. MMERE. WEEE. EYER. #BER. HHET. BEICLI[ERED
FiEIR T B %, BEA1 D4 Rt P AR M IR R4 R (ICAH) 8 UM [F 5 K th iR P4 K 4 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,



