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Pe3iome

Bpauam-mieanaTpaM, HEOHATOJIOTaM HEPEIKO MPUXOTUTCS] CTAIKUBATHCS C PA3HOOOPA3HBIMY MPUYMHAMU HAPYIICHUs AbIXaHUs. BOMbIIMHCTBO
ITOPUTMOB IMATHOCTUKU Y JICYEHUs] TAKMX COCTOSTHUI OCTATOYHO pa3paboTaHbl. TeM He MeHee TMAarHOCTHKAa HEKOTOPBIX PEAKUX MPUIMH
NbIXaTeJIbHBIX HapYIIEeHWi 10 cuX mop mnpobieMarnyHa. Llenpo paboThl sIBUICS 0630p COBPEMEHHBIX HaHHBIX JIUTEPATYypbl 00 OYEHb PEAKOM
AyTOCOMHO-TOMUHAHTHOM 3a00JIeBaHUU — BPOXICHHOM IIEHTPAJIbHOM TUIIOBEHTUIISILIMOHHOM CUHIPOME (CUHIPOM YHINHBI), KOTOPBIN ITPOSIB-
JISIETCS] OTCYTCTBMEM CaMOCTOSITEJIBHOTO ITBIXaHMsI BCIIEACTBUE BPOXKICHHOTO TEHETMYECKOTO NedeKTa — 3KCIMaHCHK TOJIMATaHMHOBOTO TPaKTa
B reHe PHOX2B xpomocombl 4p12. 3akmodenune. OOCYXIal0TCs BOMPOCHI MAaTOreHe3a, TMarHOCTUKY, KIIMHUYECKUE BapUAHTHI, JICUEHUE U TIPO-
THO3 3TOTO 3a00JIeBaHMSI.

KitroueBbie ciioBa: 1eTH, BPOXKICHHBIN LIEHTPATIbHbII TMITOBEHTUIISILIMOHHBII CUHIPOM, XPOHUUYECKAast TPAXEOCTOMA, MCKYCCTBEHHAsl BEHTUIISILIUST
JIETKUX, OpaHHbIe 3a00JICBAHMUS.
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Abstract

Pediatricians and neonatologists often deal with a variety of causes of respiratory failure. Most algorithms for the diagnosis and treatment of such
conditions are well developed. However, the diagnosis of some rare causes of respiratory disorders is still challenging. The aim of this review is to
present current literature data on a very rare autosomal dominant disorder — congenital central hypoventilation syndrome (Ondine’s curse). This
syndrome is manifested by the absence of spontaneous breathing due to a congenital genetic defect, namely the expansion of the polyalanine tract
in the PHOX2B gene on chromosome 4p12. Conclusion. Issues of pathogenesis, diagnosis, clinical variants, treatment, and prognosis of this disecase
are discussed.
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Bpauam-nenuarpaM, HEOHATOJIOraM HEPEAKO TTPUXOIUTCS
CTaJIKMBAThCS ¢ Pa3HOOOPA3HBIMU MPUYMHAMU HapyllIe-
HUS AbIXaHUs1. BOJBIIMHCTBO aITOPUTMOB TUArHOCTUKU
U JICYEHUS TAKUX COCTOSTHUI JOCTATOYHO pa3pabOTaHBI.
Tem He MeHee TMAarHOCTMKA HEKOTOPBIX PEIKUX MPU-
YUH bIXaTEJbHbIX HAPYILIEHUIA 10 CUX TTIOP COCTABJSIET
npo6jemy. OaHON U3 peayarliuX MPUYKUH PECUpaToOp-
HBIX HapYILIEHUI SIBISIETCS UAMOTATUYECKUI BPOXKIEH-
HbIX LEHTPAJbHbIM TMIIOBEHTUISLUMOHHBIA CUHAPOM
(congenital central hypoventilation syndrome — CCHS).

Llennio paboThI IBUIICS 0030p COBPEMEHHBIX JAHHBIX
JIUTEpaTyphbl 006 OYEHb PEAKOM ayTOCOMHO-IOMUHAHTHOM
3200J1eBaHUU — BPOXKIEHHOM LIEHTPAJIbHOM TMITIOBEHTH -
JISIIMOHHOM CUHIpOME (CUMHIPOM YHIWHBI), KOTOPHINA
MPOSIBIISIETCS] OTCYTCTBUEM CaMOCTOSITEIBHOTO TBIXaHUSI
BCJIEACTBYE BPOXIECHHOTO FeHETUUECKOro aeeKra —
9KCITAaHCUU MOJIMaJaHUHOBOTO TpakTa B reHe PHOX2B
XpOMOCOMBI 4p12. BDT0 ayTOCOMHO-IOMUHAHTHOE 3a00-
JieBaHMe (KO IO CMCTeMe MOHUTOPHWHTA IMTPOBEICHMUS
NYCIIAaHCEPU3ALMU AETEV-CUPOT U NETE, HAXOMSIIIMXCS
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Muszepruyruii F0.JI. BpoxxaeHHBbI 1IEeHTPaIbHbII TUTTOBEHTWISIIIUOHHBIN CUHAPOM (CUHAPOM YHIMHBI)

B TPYAHON XM3HEHHON CUTYyalluu, U IIPOXOXKIEHUS HECO-
BEPILIEHHOJIETHUMU MeaUIIMHCKUX ocMOTpoB (ORPHA)
661; o MeEIUIIMHCKOM 0a3e TaHHBIX U3BECTHHIX 3a00J1e-
BaHUI C TCHETUIECKUM KOMITOHEHTOM U TEHOB, OTBETCT-
BEHHBIX 32 UX pa3BuTHe, « MeHaeeBCKOe HaceJOBaHUE
y uenoBeka» (Online Mendelian Inheritance in Man —
OMIM) — 209880; mo MexxmyHapoIHOU KiiacCU(pUKaIIIN
6osesneit 10-ro nepecmotrpa — G47.3), xapakrepuszyemoe
HapylIeHeM aBTOHOMHOTI'O BEreTaTUBHOI'O KOHTPOJISI Ha
JIBIXaHHEM B OTCYTCTBHE HEPBHO-MBIIIEUHBIX, JIETOUYHBIX,
KapauoJIOTMISCKIX 3a00JIeBAHNI WY TIOpaXKeHUS CTBOJIA
mo3ra [1—4].

Jpyroe u3BecTHOE Ha3BaHUE 3TOI MATOJOTMU — CUH-
IPpOM YHIWHBI — CBSI3aHO C TIpeJaHUEM U3 HEMEILIKOTO
(ospKII0pa, KOTOPOE ITOBECTBYET O JIFOOBU XpaOpPOro Phl-
napst JloypeHca ¥ MpUeMHOM 1o4yepu pbldaka — BEUHO
MOJIOAOM KpacaBULIbl pycaJku YHAUHBI. OH KJISITBEHHO
o0el11al eil, YTO «IbIXaHbe KaXI0ro ero yTpeHHero mpooy-
JKICHMS OyIET 3aJI0TOM €T0 BEYHOM JTI0OBU U BEPHOCTI».
IToBepuB, YHAMHA corlacuiach BbIATU 32 HETO 3aMyX,
Jaxe 3Hasi 0 TOM, YTO, POIMB peOeHKa, OHa MOTEPSIeT Aap
o6eccMeptust. Yepes ron oHa ponuiia ceiHa. Korna YHauHa
Hayalla cTapeTh M TepSATh KPacoTy, phIlIapb HaIe cebe
MOJIOJIYIO JI€BYIIKY. YOuUTasi TopeM, 3KC-pycajika Ipo-
kisna JloypeHca: «Thl MOKIISIJICSI MHE CBOMM YTPEHHUM
nbixaHueM! Tak 3Haii — rmoka Tl 60APCTBYELIb, OHO OyAeT
ITpu TeOe, HO KaK TOJIBKO THI YCHEIb, IIXaHWE TIOKIMHET
TBOE TeJIO, U Thl yMpelllb». Tak u ciayyuiocsh [5]. Ha3pa-
HUE «CUHIPOM TMPOKJISTUS PYCATKU», U «CUHAPOM YH-
IWHBI» CTAJI0 Heo(UIINAJbHBIM Ha3BaHUEM CUHApPOMa
OCTaHOBKM IIBIXaHUsI BO CHE, OTIMCHIBAEMOTO B HACTOSIIIEE
BPEMSI KaK MAMOIIATUYECKUIA BPOXKIEHHbBIN LIEHTPAIbHbBIN
TUTTOBEHTUJISILIMOHHBIN CUHIPOM — OJTHOT'O U3 TPEX pefl-
KUX TeHETUIECKMX PACCTPOMCTB AbIXaTeIbHOTO KOHTPOJIS
Hapsay ¢ cuHapomaMu Petra u [panepa—Busuiu, o6umm
MMPU3HAKOM KOTOPBIX SIBJISIETCS CIIOHTAHHOE TTOSIBJICHUE
OITaCHOM IIJIs1 JKM3HU TUIToBeHTIIISUMK [6]. TTocKombKy
CCHS moxeTt npuBecTH K JIETaIbHOMY UCXOMY, MpexkK/e
BCErO BO BPeMsI CHa, €T0 9acTO ITyTalOT C CHHIPOMOM BHe-
3aMHOI MilafeH4YecKoi cmeptu [7].

Brnepsrie CCHS onucan R.B.Mellins (1970), a 3aTem
Y.Y.Haddad (1978) u np. [8, 9]. HapyiiieHre aBTOHOMHOTO
KOHTPOJISI HaIl ABIXaHMEM TIPUBOINT K HeaneKBaTHOMY BEH-
TUJISILIMOHHOMY OTBETY Ha TUTIEPKAITHUIO Y TUTTOKCEMMUIO.

CCHS Bcrpeuaetcst ¢ yactotoii 1 Ha 200 000 HOBOPOXK-
JIeHHbIX [1]. BBULY CTIOXXHOCTHU CBOEBPEMEHHOI auar-
HOCTMKH CMEPTHOCTh Upe3BBIYaifHO BhICOKA. B HacTosI-
1Iee Bpems B Mupe u3BecTHbI He 6osiee 1 000 BBDKMBIINIX
0OJIbHBIX, @ B OTEUECTBEHHO! JTUTepaType NMEIOTCS JTUIIb
OT/e/bHbIE COOOLLIEeHMUS, B T. U. U3 KIMHUKU MyJIbMOHO-
sorun O60CO0IEHHOTO CTPYKTYPHOTO ITOApa3IeICHUS
«HayuHo-uccinenoBaTebCKUi KIMHUUECKUI UHCTU -
TYT MeIUaTPUU U NETCKOW XUPYPTUU UMEHM aKaJaeMuKa
10.E.BenbruineBa» ®deaepaibHOrO TOCY1apCTBEHHOTO
aBTOHOMHOTO 00pa30BaTeIbHOTO YIPEKICHUS BBIC-
1ero oopaszoBaHust «Poccuiickuii HallMOHaNbLHBIN UC-
CJeI0BaTeAbCKUNM MEIULIMHCKUI YHUBEPCUTET UMEHU
H.U.ITuporosa» MunuctepcTBa 3apaBooxpaHeHust Poc-
cuiickoit ®enepaunu [10—16].

I1pu GoapcTBOBaHUM AbIXaHUE MALIMEHTOB HOPMaJlb-
HOE, HO BO CHE Y OOJIbHBIX HAOJI0AA€TCsI TUTTOBEHTUIISILIMS

(HeryboKoOe JbIXaHWe ¢ HOpMaJIbHOM YacToToi). B Hau-
0oJtee TSKENbIX CIydasiX TMITOBEHTUIISILIS HAOTI01aeTCs
KaK BO CHE, TaK U IpU OOIPCTBOBAHUM. Y TaKUX IETEH
3a00JIeBaHNE TIPOSBIISICTCS YK€ C TIEPBBIX YaCOB XKU3HU
LIMAaHO30M U TuIepkamnHueil. OmHako HaOIoAaINCh Ta-
LIMEHTHI U ¢ OoJiee Mo3aHe MaHubecTaleil TMMmoBeH-
THISIMUOHHOTO cuHApoMma. ITockoabky CCHS o6braHO
TIPOSIBIISICTCS B IIEPHOJ, HOBOPOXKICHHOCTA M MACKUPYETCS
MoJ MHOTOUMCIIEHHbIE 3a00/1eBaHusI, MpU AUddepeHI-
aJIbHOI TMArHOCTUKE TpeOyeTcs UCKIIOUEeHNEe pa3Hoo-
Opa3HBIX COCTOSTHUIA, COITPOBOKIAIOINXCS aTbBEOJISIPHOM
TUITOBEHTWISILUEN, B T. 4. BpPOXKIEHHOW MMACTEHUHU, Psaa
MUoNaThil, TUChYHKIIMN AradparMbl, pa3IMUHbIX TOPO-
KOB Pa3BUTHSI JIETKUX U CEPILIA U T. T1.

HaubGomnee gacToil MOJIEKyIIPHO-TEHETUISCKOMU
MMPUYINHON TMITOBEHTWISILIMOHHOTO CUHIIPOMA SIBJISICTCS
9KCMaHCUS MOoJMaJlaHMHOBOTO TpakTa B reHe PHOX2B
(Paired-like homeobox 2B) xpomocombl 4p12 (polyalanine
repeat mutation — PARM). B HopMme y 310pOBBIX JTtoAei
B 3TOM JIOKYyCe 4-1f Tapbl XpOMOCOM PacCIOJIaraloTcs
no 20 aMMHOKHUCJIOT, TAKOM e HOTUII 0003HaYaeTCs Kak
20/20 (3moposblit). [1py BpoXIEHHOM IIEHTPAJTbHOM
TUTTOBEHTWISIIMOHHOM CUHIPOME B JAaHHOM ydJacT-
K€ MOTYT BBISIBISITHCS 24—39 alaHMHOBBIX TIOBTOPOB,
TaKye FeHOTUIIbl COOTBETCTBEHHO 0003HAUYaIOTCs Kak
20/24 — 20/39. I1pu 3TOM TSIKECTh 3a00JIeBaHUS ITPSIMO
corjacyetcs ¢ yuciaoM nostopos [17]. HenonHas neHe-
TPAHTHOCTh OOBSICHSIETCS BO3MOXHOCTBIO HOCUTEILCTBA
MYTallM, BBISIBISIEMON Y HEKOTOPBIX B3POCBIX — POIM-
teneit naumeHTos ¢ CCHS.

Myrauuu rena PHO2XB o6HapyxkuatoTcst y 90 %
MMaIlMeHTOB M HACIEAYIOTCS IO ayTOCOMHO-TOMUHAHTHO-
my tuny. bonbmuHcerBo moneit ¢ CCHS retepo3uroTHbl
0 MaTOreHHOMY BapuaHTy reHa PHOXZ2B. Y HEKOTOPbIX
MMAIlMEHTOB TaKKe MyTAllM1 BO3HUKAIOT BIICPBBIC B CEMbE
(de novo). 1o 25 % nereii ¢ CCHS umerot 1 6eccumnTom-
HOTO POAUTENSI, Y KOTOPOTO OMpeaesieTCsl MO3aullu3M
no reny PHOX2B, T. e. Haluuue B TKaAHSIX TeHETUYECKU
Pa3IMIAIONINXCS KJIIETOK. Y KaxkIoro pebeHKa MmalnueHTa
¢ CCHS umeetcst 50%-Hblii 1LIaHC YHAC/IEI0BATD [1ATOIE€H-
HbIil BapuaHT PHOX2B; puck 1Jisl TOTOMCTBA 4eJioBeKa,
y KOTOPOTO ofnpeesieTcss Mo3auiuam no reny PHOX2B,
cocrasistet < 50 % |3, 18].

['OMO3UTOTHOCTD ITO TOMMHAHTHOMY aJUICJTIO BCTPE-
yaeTcsl KpaifHe peiko U HabIoaaeTcsl MPeUMYIIECTBEHHO
Mpu OIM3KOPOACTBEHHBIX Opakax. [ToCKObKY TOMO3UTOT-
HbI (PEeHOTUIT 0OBIYHO OO0JIEe TSKENbI, YEM TeTepPO3U-
TOTHBIN, MyTaHTHBIC AJIJICJIV B TAHHOM CJIy4Jae SIBIISIIOTCS
MOJYyAOMUHAHTHBIMU [19].

ITo pe3ynbraTaM KOJIMYECTBEHHOTO FTEeHOTUTMYECKOTO
aHaJIM3a BBISIBJICHA 3HAYMMAs aCCOLIMALINS MEXKITY JUTIHOMN
MYTUPOBABIINX HYKJICOTUIHBIX ITOBTOPOB MOJIMAIaHU-
Ha B reHe PHOX2B 1 4ucJIOM CUMIITOMOB IreHepaan30-
BaHHOM AUCHYHKIIMY aBTOHOMHOU HEPBHOM CUCTEMBI
(p=0,021) [20, 21]. 3raunmMast accoranms HaOIIOmAIaCh
TaKXe MEXAY paCIpenesIeHUEM AJIUHBI MyTallMOHHBIX
TMOBTOPOB U €XXEIHEBHOI MPOIOJIKUTEIbHOCThIO TPEOy-
eMOU BeHTWISILIMOHHOM moanepxku (p = 0,03). OueHb
PEIKO MOJIEKYIISIPHO-TEHETUIECKOI IIPUYMHOM 3a00J1eBa-
HUS MOTYT OBITb MyTallMU B IpyTux reHax — RET, GDNF,
EDN3, BDNFu ASCL1 [22].
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3a peleccuBHbIN TUM HACJAEIOBaHUS OTBEYAIOT MY-
tauuu reHa MYOIH. lepextol reHa MYO1H siBasitoTcst
TIPUIMHOI OUYEHb PENKOI perieCCUBHOI (POPMBI BPOKIECH-
HOI LIEHTpaJbHOM TUTIOBEeHTWISILUK. ['eH KogupyeT Muo-
3uH 1 H, KoTOphIii GyHKIIMOHUPYET B KAUECTBE MOTOPHOTO
Oesika TIpY BHYTPUKIJIETOYHOM TPAHCTIOPTE U TepeHOCce
y3bIpbKOB. M YO I H BaxeH il pa3BUTUST UyBCTBUTEIb-
Hoctu K CO, ¥ KOHTPOJIS Hall AbixaHueM [23].

CCHS npencrabisieT cob0il 9KCTpeMalbHYI0 MaHU -
decranyro gUCchHYHKINN / TU3PETYISINNA aBTOHOMHOMI
HEPBHOI CUCTEMBI, ABJISISICh CBOETO POJIa YHUKATBHBIM
HapyllIeHNEM PeCITMPaTOPHOro KOHTpoJs [ 1, 24—26].

B otanyune oT HapylleHUI AbIXaHUS BO CHE, CBSI-
3aHHBIX C OOCTPYKTUBHBIMY WJIN LIEHTPAJIbHBIMK aITHO3
CHa, CHHAPOM aJbBEOJISIPHOM BEHTUJISILIUKA COTIPSIKCH
C OTCYTCTBHEM BEreTaTUBHOTO KOHTPOJISI HAl IIPOLIECCOM
npixanus [27—30].

Knaccuueckuit CCHS xapakTepusyetcs aieKBaTHON
BEHTWISIIIUEH TIpY OOAPCTBOBAHUM, HO TUITOBEHTUIISI -
LHUEN ¢ HOpMAJIbHOM YaCTOTOM AbIXaHUS U ITIOBEPXHOCT-
HBIM JIbIXaHUEM BO cHe. B mepuon HOBOPOXIEHHOCTU
1 MJIaJICHYECKOM BO3pacTe y MalMeHTOB, KaK MPaBUIIO,
TUTIOBSHTUJISAIINS HabmomgaeTcs moctossHHO. [1pu aTom
YacTO OTMEYAIOTCS (DM3NOJOTUYECKIE M aHATOMUIECKIE
MPOSIBJICHUS TeHEPaJIUM30BaHHON IUCGHYHKIIMU aBTO-
HOMHOW HEPBHOU CHCTEMbI — HapYIICHUS PETYISIUN
ABTOHOMHOI HEPBHOI CUCTEMBbI, HAPYIIICHUST Pa3BUTHUSI
CTPYKTYpP, IIPOUCXOASIINX U3 «HEBPAJIBHOIO IPEOHS»,
HeMNpOKPUCTONATUU, BKJIOUYaloue 6oae3Hb ['upiir-
pyHTa (BpOXIEHHOE OTCYTCTBHUE MTapacUMIATHICCKUX
BHYTPEHHUX TaHTJIMO3HBIX KJIETOK MEpPeIHero oTmea
KUILIeYHWKaA, KoTopoe Habmonaerca y 16—20 % nauneH-
ToB ¢ CCHYS). Takast coueTaHHast MaTOJOTUS 10 UMEHU
BIEPBbIC OMUCABIIETO €¢ Bpaya MoJlydynia HauMeHOBa-
nue HADDAD-syndrome (ORPHA99803 / OMIM —
209880; MKB-10 — G47.3) [9]. [Ipu aToM y 5—6 % neteii
¢ CCHS o6HapyXMBarOTCsl OTyX0JHU, MTPOUCXOASIINE
13 HEeBPaJIbHOTO IpedHs, — HelipobiacTomMa, raHIINO-
HelipoMa U raHraMoHelipodaactoma [1].

HupiM penkum Bapuantom CCHS (B Mupe ormicaHbl
Bcero 75—100 Takux 60oabHbIX) saBasiercss ROHHAT-cuH-
JIPOM, OOYCJIOBJICHHBIN, KaK ITPaBUJI0, TOYKOBBEIMI MyTa-
LUSMU, TIPUBOASIINMHA K TU3PETYIISIIUN BeTeTaTUBHOMN
HEPBHOI CHCTEMBI BCJICICTBUE TTOPAXKEHMS TUTIOTaIaMycCa.
ITpu aToM 3a00aeBaHe MaHUDECTUPYET y AeTell B boee
Mo3aHeM (cTapiue 2 JIeT) Bo3pacTe, HAUMHAETCSI C HEOXKM -
JTAHHOW OCTAHOBKU POCTa U PAa3BUTHS OXKUPECHUSI, CYIIIECT-
BEHHO OTJIMYAETCS OT OIMMCAHHOM KIIMHUIECKOI KapTUHBI,
MPOSIBJISISICH, HAPSIAY C ObIXaTeJbHBIMU HAPYIICHUSMU,
AJTbBEOJISIPHOM TUTTOBEHTHISILIVIEH, a TAK3Ke TTOJTAIMTICHUEI,
TTOJINYpHUEH, TUTIEpHATPUEMIEH, HecaXapHbIM THa0eTOM,
TUTIOTUPEO30M, HAIMIOYEUHNKOBOM HEIOCTATOYHOCTHIO
U IPYTUMU paccTpoiictBamu [29, 31-35].

Taxum o6pazom, knHuveckas kKaptuHa CCHS moxer
CYIIECTBEHHO Pa3INIaThCSI B 3aBUCMOCTH OT BOBJICUCH -
HBIX B TeHe3 3a00J1eBaHMs reHoB [36].

7151 MHOTMX OOJIbHBIX XapaKTEPHBI JTULIEBbIC TU3MOP-
(buzMBbI (yIuToleHHOE JIUIIO, U3TUO HApYKHOI YacTh Kaii-
MBI BepXHEl TyObI, BBICTYAIONINI KOHYMK HOCA, YMEHb-
IIIEHHAs BEPXHsIST 9acTh JuIa v mp.). [loMruMo rurmoBeH-
TWISILIMU 1 OCIabJIeHHON peakllMu Ha TUIepKamHuIo /

runokcemuto, y nauueHToB ¢ CCHS oOpatator Ha cebs
BHUMaHWE IpyTHe KIMHUYECKNE CUMIITOMBI TU3PETy-
JISLIMY BETeTaTUBHON HEPBHOM CUCTEMBI — CHIDKCHHAST
peakIys 3paykoB Ha CBET, HapyIIeHNEe MOTOPUKHM XKe-
JIyTOYHO-KMIIIEYHOTO TpaKTa U CKJIOHHOCTh K 3amopam,
mpody3Has MOTINBOCTh, HApPYIICHNE TEPMOPETYJISIIIUH,
CHIDKEHHOE BOCIIPUSITHE TPEBOTH U T. 11.) [ 13, 37].

Anroputm nuarHoctuku CCHS cBoguTcst B mepBylo
ouepeab K paHHEMY BBISIBJIEHUIO TUTTOBEHTWISILIMUY U TH -
MepKamTHUM Y UCKJITIOUEHHUIO MX CBSI3U C TTOpakeHUEeM
CepIeuYHO-COCYIUCTON CUCTEMBI, CTBOJIA MO3Ta, MHO-
MmaTuii, HEPBHO-MBIIIICYHBIX TTOBPEXKICHUN JIETOYHBIX
MBI U AuadparMbl, MeTaOOJIUYECKUX HAPYILICHUI,
KJIMHUYECKUX MMPU3HAKOB cuHApoMoB I[Ipanepa—Bumm
1 ROHHAD. ITpu 3ToM OrpOMHYIO TTOMOIIb OKa3bIBAIOT
CHCTEeMbl MOHUTOPHWHTA ABIXaHUS C OIPEACICHIEM YPOB-
Hs CO,. [pu guarnoctuke CCHS u Takoit HEOOBIYHOIA
KHCJIOPOJI03aBUCUMOCTH y peOeHKa B MEePBYIO OYepeb
cJIemyeT 3ayMaThCs O BO3MOXKHOCTU HAJIMUKS 3TOTO pefi-
KOro 3a00JIeBaHMSI, OKOHYATEIbHBIM MOATBEPXKICHUEM
KOTOPOTIO SIBJSIETCSI OOHAPYKEHUE COOTBETCTBYIOILIETO
reHetuyeckoro aegekra [38].

TepanesTuueckue MeToAbl JeueHUs Hea(hHeKTUB-
Hel [39]. Tlpu okazaHMM MEOUIIMHCKOM TTOMOIIM T1aIu-
eHtam ¢ CCHS TtpebyeTcst MeXXINCLUTUTMHAPHBIN MO -
xon [40].

Bo3spacrt HekoToprix nauuenTos ¢ CCHS, momyua-
o1nX 3¢hGOEKTUBHYIO BEHTUISIIMOHHYIO TTOIIEPXKKY,
Ha CerofHs coctapiseT 6ojee 20 JeT, 4To NpeamnoaaraeT
HOPMAJTBHYIO TTPOIOJIKUTETEHOCTD JKU3HH! Y JINII € KJTac-
CHYECKMM BapuaHTOM 3a00JieBaHUSI, HECMOTpPS Ha reHe-
tnueckuit nedekT. [Mpnunna cmeptn manyenTos ¢ CCHS
CBsI3aHa C HEBO3MOXKHOCTBIO OOECIeUeHHs aJeKBaTHOM
JIETOYHOI BEHTHIISILINN.

B TeueHME MIMTENHFHOTO TIeproaa aBTOPOM HACTO-
SIIIIETO COOOIeHUSI HAabII0maIach 1eBOYKa C TSKETbIM
BPOXIEHHBIM LIEHTPAJIbHBIM TUTTOBEHTWJISILIUOHHBIM CHH-
JIPOMOM, KOTOpasl C pOXIEHUs TToJTyvasa NCKYyCCTBEH-
Hyto BeHTwisiuio jierkux (UBJT) u yxxe B 1,5-Mecssunom
BO3pacTe ObUIAa TTPOOIIePUPOBAHA 110 IMTOBOIY PEKTOCHT-
MouganbHOU popMbl 6osie3Hu ['upimnpyHra. PeGenka
HUKAaK He yIaBaJIoCh IIEPEeBECTH Ha CAMOCTOSITEITLHOE IbI-
XaHWe, TpeboBazach KPYIJIOCYTOYHAS BEHTIISIIIMOHHAS
rmoanepkka. [1o mTaHHBIM TeHETUYECKOTO 00CIeIOBaHNS
BbISIBJIEHA XapaKTepHasl /151 BPOXKIEHHOTO LIEHTPaJIbHOTO
TUTTOBEHTWISIIMOHHOTO CUHIPOMA SKCIIaHCHS TI0JThAalIa-
HUHOBOTO TpakTa B reHe PHOX2B. Y 1eBOYKU BBINOJ-
HEHa TPaXeOCTOMMUS M YCTAaHOBJICHA TOMAIITHSISI BEHTH -
JISILMOHHas cucteMa 1ist xpoHuueckoit UBJI (ponutenu
TPOIIIK COOTBETCTBYIOIIEE O0YUYeHNUE), YTO TTO3BOJIUIIO
BBHITIMCATh peOEeHKA JOMOI M MpepBaTh 0ECKOHECYHYIO
KOHTaMUHALIMIO TOCIUTAIbHOI (yopoii [11, 12]. B nanb-
HelIleM MPOsIBJICHUST TUTTOBEHTUISILIMU B THEBHOE Bpe-
M YMEHBIIWJIACH U COXPAHSIJINCh TOJIBKO B TIEPUO] CHA.
Jns yiydireHus KadecTBa XXKU3HU B TaTbHEHIIIEM OeTSIM
C BPOXIEHHBIM IIEHTPAJIbHBIM THUTIOBEHTIISILIMOHHBIM
CUHIPOMOM HeoOXoaumMa UMIIJIaHTaLlMsI CTUMYJIITOpa
nradparMalbHOTO HEepBa, YTO B HACTOSIIIIEE BPEMST BbI-
TTOJTHSIETCST TOpaKocKoImmueck [38]. OmHaKo 10 Toro, Kak
9TO MPOM30IIET, HEOOXOTMMO UCTIONb30BaTh PA3TUIHBIC
BUIbI BEHTWISILIMOHHOM MOIACPXKKHU.
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Muszepruyruii F0.JI. BpoxxaeHHBbI 1IEeHTPaIbHbII TUTTOBEHTWISIIIUOHHBIN CUHAPOM (CUHAPOM YHIMHBI)

3aknioyeHue

Takum 06pa3oM, B Urciie MPUYUH HAPYLIEHUS AbIXaHUs
y JeTeil 1 HeOObIYHOM TPYAHOOOBSICHUMOM KUCIOPOAO-
3aBUCHUMOCTHU CJIEAYET UMETh BBUIY BO3MOXHOCTb TAKOTO
PEeIaKOro HacaeACTBEHHOIO 3a00J1eBaHUs, KaK UIMOTaTH-
YECKUI BPOXIEHHBINA LEHTPAJIbHBIA TUIIOBEHTUISIIN-
oHHbIN cuHApoM (CCHS). CnacTtu XXU3Hb NallUeHTOB
MO3BOJISIIOT CBOEBPEMEHHAsI AUArHOCTHUKA U JUITUTEJIbHAS
aJieKBaTHasl pecrnupaTropHasl MoaaepxKKa.
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