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CuHApPOM WIPOKIATHS YHAMHBDY (CHHIPOM BPOKICHHOM LEHTPaJbHOW T'MIIOBEHTUIISALINHY,
Congenital central hypoventilation syndrome, CCHS, Ondine’s curse) — 3T0 peKoe TeHEeTHYECKOe
3a0oJeBaHue, MPOSIBIAIOLIEECS IMEPBUYHON aJIbBEOJIIPHOM THMIIOBEHTW IALMEH BO Bpemsl CHa (B
TSDKETIBIX  CIy4astX — Takke BO BpeMs OOJIPCTBOBAHMA), XapaKTEPHU3YIOILIEeCs OTCYTCTBHEM
aBTOHOMHOT'O KOHTPOJISI HaJl IPOLIECCOM AbIXaHUS, CHUKEHHEM YyBCTBUTEIBHOCTU K I'MIIEPKAIIHUU
u runokceMuu. B nureparype onucano Bcero okoso 1200 ciyuaeB nanHoro 3aboneBanusi. Yactora
BCTPEYAEMOCTH CHUHJPOMAa TOYHO HEM3BECTHA, IO JAHHBIM OOJBIIMHCTBA aBTOPOB, 3a00JeBaHUE
BcTpevaetcs B 1 cimydae Ha 50 000-200 000 HOBOPOXKI€HHBIX.

TpaauLIMOHHO 3TOT CHHAPOM PacCMaTPUBAETCS B paMKax 3a00JieBaHUI, aCCOLMMPOBAHHBIX
CO CHOM. B Takmx ciydasx NpPUYMHOW THUIMOBEHTHJISIMH SBISIOTCS IICHTPAJIbHBIE amHod. Y
3JI0POBBIX MJIQJICHLIEB BO3MOXKHbBI KOPOTKHE LIEHTPAJIbHBIE allHO? JUIMTENBbHOCTHIO A0 20 ¢, HO mpHu
TOM OTCYTCTBYIOT CYIIECTBEHHBIC W3MEHEHHMsS Ta30BOIO COCTaBa KpOBH. I[IpoaoynKuTENbHBIC
LIEHTpaJIbHBIE aIlTHO? BO BPeMsI CHa 00YCIIOBJICHbI HapyIlIEHUEM aBTOHOMHOM peryJisiluy JIbIXaHUs.

N3BecTHO, uTO 3a00JsieBaHME BO3HUKAET BciencTBue myrtanuu reHa PHOX2B B nokyce
4p12. DTOT reH KoAUpYyeT TPAaHCKPUIILIMOHHBIN (haKTOp, HEOOXOIUMBIN AJIs1 pa3BUTUS LEHTPAJIbHON
U nepudepudeckoil HepBHOW cucTeMbl. OnucaHbl Takke penkue myranuu apyrux reHoB (RET,
GDNF, EDN3, BDNF, ASCL, PHOX2A, GFRA1, BMP2, ECE1).Tun nacnenoBanus npu CCHS —
ayTOCOMHO-/IOMHUHAHTHBII C HEMOJHONW NEHETPAaHTHOCTbIO, OAHaKo B 92% ciywyaeB Myrauuu
BO3HUKAIOT de novo. OnucaHbl ceMelHble cllyyau JaHHOIO 3a00JIeBaHUsL.

B oskcnepumentax Ha Kpbicax mokasaHo, uro npu nepekrax PHOX2B orcyrcrByer
PEeTPOTPANE30MIHOE SIAPO B  BEHTPOJATEPAJIbHOM MO3re — LEHTpajlbHAs 4YacTh Iepellauu
PETYISATOPHBIX XEMOPEUENTOPHBIX CUTHAIOB AbIXaHWS. MyTalusi B T€HE-PETYJISATOPE Pa3BUTHS
aBTOHOMHOM HEpBHOW CHCTEMbI MPUBOAMUT K CHHXKEHUIO YyBCTBUTEIILHOCTH JBIXATEIBHOTO LIEHTPa
K TUIEpKalmHUM M TUINOKCEeMMM. Y Takux >KMBOTHBIX (eHotun mnopodben CCHS — amHOoj,
TMIIOBEHTWISIIMA M OTCYTCTBYIOLIAas KOMIIEHCAaTOpHas peakiust Ha rumnepkanHuto. PHOX2B
SKCIpeccupyeTcsl Takxke U B Apyrux yuactkax [[HC, cBsi3aHHBIX ¢ KOHTpOJiIEeM (YHKIMHU JBIXaHUS,
a TakXke B NepudepruuecKux XeMopeLenTopax KapoTHAHOTO CHHYCA.

OrcyrctBue oskcrpeccun PHOX2B B knerkax mnepudepuuyeckoil HEpBHOW CUCTEMBI
OOBSICHAET YacTyl0 acCOlMaluio cuHApoMa ¢ OonesHbto ['mpmmpysra (okono 20% ciydaes).
Jlpyrue aHOManmuu (MaTOJOTHYECKass pEaKIusl CepIeYHO-COCYAUCTON CHUCTEMBI, 3PUTEILHOTO
aHaJIM3aTopa Ha CTUMYJbl) accoluupoBaHbl ¢ HapymeHueM ¢(yHkuun PHOX2B Ha ypoBHe
BEreTaTHBHBIX TAHTJIMEB CEP/LA U e YePEITHO-MO3TOBBIX HEPBOB.

KnuHnyeckue nposiBICHUS MMEIOTCS YK€ B HEOHATaJbHOM IEPHOJE, 3HAUMTEIbHO pPexe
(npu nerkux ¢opmax CCHS) 3aboneBanue maHu@ecTupyer mocie nepuoia HOBOPOKICHHOCTH
(Late-onset CCHYS).

B OompmuHCTBE CiydaeB Yy JIOHONICHHBIX JeTed C HEOCIOXKHEHHBIM TEUYECHUEM
O0epeMEeHHOCTH B IEPHO/ie HOBOPOXKICHHOCTU BBISBISETCS IIMAHO3, MPEUMYILECTBEHHO BO BpEMs
cHa. HecMoTpsi Ha THIIOKCEMHIO W THUIEPKAITHHIO, OTCYTCTBYET KOMIICHCATOPHOE TaXHITHOD.
Bo3MmoskeH cynopoxHbiit cuHApoM. OCHOBHOM MPUHIMII JICYEHUS 3aKJIIOYAeTCs B OOECIeYeHUn
aJIeKBaTHOW BEHTHJISIIHH.

PanHsis AMarHocTHKa W CBOEBPEMEHHO HayaTrash pecHupaTOpHas MOJAEP)KKa IMO3BOJISIOT
n30eKaTh XPOHUYECKON THUMOKCHU M O0ECIeYMBAIOT aJCKBAaTHOE KAYECTBO XU3HH IMAIUEHTaM C
CHHJIPOMOM BPOKJIEHHOM IIEHTPAJIbHON TMIOBEHTHIISAIIIH.
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