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0O6ocHoBaHue. CUHAPOM BPOXKAECHHOM LieHTpasibHOM runoBeHTuasymm (CBLUI), wan «cuHAPOM MPOKAATUA YHAWHbBI» — 3TO
peaKoe, Hen3ne4ynmMoe 1 onacHoe [J1s1 U3HN 3ab60/1eBaHNe, XapaKTepH3YoLLIEeCs HapylleHsIMU B paboTe BeretaTMBHOM
HEePBHOM CHUCTEMbI U MPOSBSIOLEECS HECMTOCOBHOCTbIO OpraHnu3Ma MNoAAePKNBaTb BEHTUISLUMOHHYIO QYHKLMIO BO BPEMS
cHa. lMpu CBUI cHuXeHa YyBCTBUTENBLHOCTb K TMIIOKCUM M TUIIEPKAIHMU, YTO MPUBOAMT K MOBTOPSIOLMMCS 3nun3o4am y6o-
Koro anHoa. B muposon nutepatype onucaHo 4yTb 6os1ee 1000 ciny4yaeB gaHHOro 3abosneBaHusi. OnMncaHue KIIMHU4€CKoro
cayyas. Y pebeHka, poxaeHHoro B 37 Heg 6epemeHHocTh ¢ Becom 3330 r, ¢ nepBbiX CYTOK KU3HM OTMEYEHbI 3Mn304bl
arnHoa 1 runepKanHun. [locae UCKIOYEHUS APYIMX MPUYUH PECTMPATOPHbIX HaPYLLEHUH K 28-M CYT KM3HU Gbl/1 3aM003PEH
M K 43-M CyT KM3HM reHeTU4YeCKM noaTBepxaeH anarHo3 CBLI (06Hapy»xeH natoreHHbin BapuaHT reHa PHOX2B). K mecsuy
JKN3HM 110C/1e OTPULIATEIbHOM AMHAMUKM BOJIE3HM HayaTa UCKYCCTBEHHAas BEHTUASIUMSA Nerkux. [lpoBeaeH aHanus3 ciay4aeB
CBUT, ony6imMKoBaHHbIX B PyCCKOA3bIYHOM MEANLUMHCKON nTepaType. OTMeqeHbl 06LHOCTb CUMITOMOB M CPOKMU UX NMEePBOro
MposiBAEHNS, a TaKKe BpeMsl, NoTpeboBaBLIeecs 4151 yCTaHOBJ/IEHMSI BEPHOIro AnarHo3a. 3akmodeHue. OnmcaHbl CUMMTO-
Mbl, Ha OCHOBaHMM KOTOPbIX MOXHO MPEeAnoioxuTs Haandue CBLIM B paHHME CPOKU MOC/IEe POXKAEHUSI U BbIMOJHUTL HEOO-
X0/MMbl€ FTeHETUYECKME NCCEe0BaHUS /11 CBOEBPEMEHHOro Havasia Teparnum u MUHUMKU3aLmMmM oTPULATE/IbHOIro BAUSIHUS
TMMOKCEMUM U TNIEPKANHUM Ha pebeHKa.
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OBOCHOBAHME TMNOBEHTUNALMEN BCNEACTBUE HapyLLEHWS BeretatMBHO-
CUHAPOM BPOXAEHHOW LEHTPanbHOW TMNOBEHTUNSNA- r0 KOHTPOJS AblXaHWUS U CUCTEMHOW BereTaTMBHOW AMC-
umn (CBUI, cuH. «cMHAPOM MNPOKAATUS YHAMHbIY) — pea- dyHKUuMKn [1]. B mMupoBon nutepartype pacnpocTpaHeH-
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Congenital Central Hypoventilation Syndrome (Ondine’s Curse):
Clinical Case

Background. Congenital central hypoventilation syndrome (CCHS), or Ondine’s Curse, is rare, incurable and life-threatening disease
characterized by autonomic nervous system disorders, it manifests with disability to maintain ventilation function during sleep.
Sensitivity to hypoxia and hypercapnia is reduced in case of CCHS, thus, it leads to recurrent episodes of deep apnea. The world
literature describes just over 1000 cases of this disease. Clinical case description. An infant born at 37th week of gestation, weight
of 3330 g, had episodes of apnea and hypercapnia from the first day of life. CCHS was suspected by the 28th day of life after excluding
other causes of respiratory disorders, and it was genetically confirmed by the 43rd day of life — pathogenic variant of PHOX2B gene was
revealed. Mechanical ventilation has been initiated by the age of 1 month after disease worsening. Analysis of CCHS cases published
in Russian-language medical literature was performed. Typical symptoms and timing of their manifestation, as well as the time before
correct diagnosis were mentioned. Conclusion. Symptoms that can be suggestive of CCHS presence early after birth and can urge to
perform all the necessary genetic testing that are crucial for timely treatment onset and for minimizing the negative effect of hypoxemia
and hypercapnia on the child are described.
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KnuHunyeckKoe Ha6noaeHue

1 MJIH XMBbIX HOBOPOXAEHHbIX [2]. M0 pa3HbIM AaHHbIM,
oT 69% [3] ao 100% [4, 5] nauymeHToB ¢ CBUI nmetoT
M3MEHEeHUs B reHe napHoro romeo6okca 2B (paired-like
homeobox 2B; PHOX2B) — TpaHcKpunuMoHHOro dakTopa,
y4acTBYIOLLErO B Pa3BUTUWM BeEreTaTUBHbIX MPOU3BOAHbLIX
HepBHOro rpe6Ha. Kpome Ttoro, PHOX2B KoHTponupyet
GopMHnpoBaHMe MOTOHEWPOHOB U PErynnpyeT 3KCNpPeccuio
reHoB TH (TuposuHruapokcunasa), DBH (nonamwuH-6eta-
rnapokcunasa), PHOX2A, PHOX2B, RET (NpOTOOHKOreH),
TLX2 (romeo60Kc 2 T-KneTtoyHou nenkemun), ALK (KnHasa
aHannacTnyeckon numoombl), SOX10 (TPaHCKPUNTOPHbIN
dakTop SRY-Box 10), Hand1 (6enokK, y4acTByOLLMA B pa3Bu-
TUWU CePAEYHON MbILLbI U MPOU3BOAHbBIX HEPBHOIO rpebHs),
SCG2 (cekpetorpaHuH 2), MSX1 (romeo60oKC 1 Mbllley-
HOro cermeHTta) [6]. Hanbonee yactble U3MEHEHUS B FeHe
PHOX2B npw CBLIT — 3T0 BHYTPUreHHble TaHAEMHbIE Aynan-
Kauuu (ot 24 no 33 noBTopoB NpoTMB 20 y NauueHToB 6e3
CBUI) nonnanaHWMHOBOro y4actka B 3K30He 3 (polyalanine
repeat mutations; PARM) [5]. Pexxe npuunHon CBLIT moryt
ObITb NaToreHHble BapuaHTbl reHoB MYO1H (Koaupyet Muo-
3uMH |H, KOTOpbIN QYHKLMOHMPYET KaK MOTOPHbIM 6efoK
npu TpaHCNopTe BHYTPWU KIETOK WM BE3WKYN; B 6OMbLIOM
KonnyecTBe BblpabaTbiBaETCs B XEMOPELENTOPHbIX HEMPO-
Hax, OTBETCTBEHHbIX 3@ PeaKLMO Ha MOBbILIEHNE KOHLIEH-
Tpaumn CO, B Kposu) [7] n LBX1 (6enkun LBX1 n PHOX2B
COBMECTHO Yy4acTBYylOT B GOPMUPOBaAHUM HenpoHoB dB2
B poM6OBMAHOM MO3re, o6pasys peTpoTpaneuueBungHoe
f4p0, y4acTBylolee B peaKkuuu opraHM3ma Ha runepkan-
HUi0) [8]. BmecTe ¢ Tem MeHee Yyem Yy 5% nauuneHToB ¢ CBLIIN
He yaanocb 06HapyXUTb NaTOreHHble BapuaHTbl KaKNx-nnbo
reHoB [9]. Ha 3TOM OCHOBaHWW MOXHO NPELNONIOXUTb, YTO
pa3BUTME HEMPOHOB, OTBETCTBEHHbIX 3a PYHKLMIO AbIXaHKS,
KOHTPOMMPYIOT M ApYrue, Nnoka elle HEM3BECTHbIE, FEHbI.

KnuHunyeckne npusHaku CBLI (6pagMnHO3, noBepx-
HOCTHOE AbIXxaHWe WK anHo3, 4acTo B NepMoibl CHa) NPosiB-
N910TCA B Nepuoje HOBOPOXKAEHHOCTHU, pexe — B JETCKOM
Wnu paxke B3pocsom Bospacte [10]. HapyweHus gbixa-
Hus npu CBLIIN 3aKOHOMEPHO COMPOBOXKAAKTCHA MMMNOKCUEN
n runepkanHuen [10]. AnarHocTuKa 3aboneBaHns CBOAUT-
€Sl K UCKIIOYEHUIO 60/ee pacnpoCTpaHeHHbIX NPUYKUH Hapy-
LEeHWW AblxaHMA (B NepBYlO oyepedb anHo3) y MaageHLeB
M nccnegoBaHuio reHa PHOX2B Ha Hanu4ue naTtoreHHbIX
BapuaHToB [10, 11]. CoBpeMeHHble MeTOAbl AUAarHOCTUKHK
CBLI' no3BonstoT BbIABASATL CMHAPOM MPU HE3Ha4UTEeNb-
HbIX M3MeHeHusx reHa PHOX2B (4yalwe Bcero 3to cryvyau
¢ 25 noBTOpamu NonanaHMHOBOIO y4acTKa B 9K30He 3 —
reHoTun PHOX2B 20/25), npoTeKawlnx, KaKk npaswuso,
CKpbITO, 4em 06ycnoBfeHO no3gHee BbigBIEHME 3abo-
neBaHUs y OeTen cTapwero Bo3pacTa M B3pochbix [12].
Y 3Tux naumeHToB TpurrepoM maHudectaumnm CBLIM moxeT
ABNATbCA COMYTCTBYIOWEE YrHETeHUEe AbIxaTenbHOM byHK-
UMK (Hanpumep, Npu pecnupatopHbix WMHbEKLMAX, Hap-
Ko3e) [13]. K 2020 r. ony6/AMKOBaHO onucaHue nopsaxka
OBYyX AecaTkoB cnyyvaeB CBLI y nauveHTOB cTaple mna-
feHyeckoro Bo3pacta [13]. OoHaKo yyuTbiBas MEHbLUYIO
BbIPaXXEHHOCTb CUMMNTOMATUKM Yy MaALMEHTOB C NOAOGHbLIM
reHOTUMOM, MOXHO NPEeAnoN0XUTb, YTO B AENCTBUTENIbHOC-
TW TaKKUX cnyvyaeB Gosblue.

Mocne yctaHoBnenus B 2003 r. reHETUY4ECKOW 3TWUO-
nornn 3aboneBaHus [3] HEBO3MOMHOCTb 3TMOTPOMHOM
Tepanun naumeHTtoB ¢ CBLUI crtana oyeBuaHow. Tem He
MeHee, MeauLMHCKoe coobuecTBo chOpMMUpoBano CcTpa-
TErnto U MPUHLMMBI CUMOTOMaTUYECKOM Tepanuu TaKux

O0NbHbIX. AKTyallbHble PYKOBOACTBA U KIMHUYECKUE PEKO-
MeHAauuMm npuv onucaHuu nedyeHus nauueHtoB ¢ CBUI
yKa3blBalOT Ha HeO06XOAMMOCTb MOCTOSAHHOW MOALAEPIKKHU
QYHKUMU [bIXaHWUA WCKYCCTBEHHOW BEHTUNSAUMEN JIEerKux
(MBJ1) unun, Npu HaNM4YMM BO3MOXKHOCTU, METOAAaMUN HEVMHBA-
3MBHOW BEHTUAALUMU — BEHTUNSALMM C NOCTOSAHHbLIM MOJIO-
XUTeNnbHbIM faBneHnem (CPAP — Constant Positive Airway
Pressure) nM6o ¢ ncnonb30BaHWEM KMCNOPOAHbIX KaHMoMb
unun macok [10, 11]. PacnpocTpaHeHne noay4ymam cnocoobbl
HenpoperyiMpyemon BCMOMoOrateSlbHOW BEHTUASLUKU Ner-
KUX (CMHXPOHM3aumsa MBJT ¢ nonbiITKaMK CaMOCTOATENIbHOTO
OblXaHUS MauueHTa ¢ NMOMOLbI 3NEKTPOAOB, pacnonara-
eMbIX B MULLEBOLE Ha YpOBHe anadparmbl U CYUTbIBAIO-
LLMX C Hee aneKkTpuyeckune noteHuuansl) [14]. B Bo3pacTe
cTapwe roga getam ¢ CBLI ycnewHo npoBoasaT onepauumu
no UMMJaHTauun ctumynatopa auadparmanbHOro Hepsa
C Lenblo BOCCTaHOBNEHUA aBToMatu3dma QYHKLMOHWPO-
BaHWS AblxaTeNnbHOM MyckynaTypbl [11, 15]. B HacToswee
BpEMS pa3BUTUE PecnmnpaToOpHbIX TAKTUK, @ TaKXe LMPOKoe
pacnpocTpaHeHre annapatoB PeCcnnpaTtopHON MOAAEPHKKHM
ONa AOMalWHEro MCnofib30BaHUsA MPUBENO K CHUXEHUIO
noTpe6HocTn y naumeHtoB ¢ CLBI B NOCTOAHHOM HaxoX-
OEeHUN B MeAULMHCKKX yupexaeHusax [11]. CosgatoTtca cne-
LManbHble LeHTPbl NoaaepKu cemen naumeHtos ¢ CBLUS,
B KOTOPbIX MPOBOAMUTCS, B TOM YuUCNe, 06y4eHne pOACTBEHHU-
KOB yxoay 3a nauueHtom [16]. B pesynbTtate 3aboneBaHue
M3 MOTeHUWaNbHO NeTanbHOr0 WM NPUBOASALLErO K pas-
BUTUIO TAXKESbIX HEBPONOTUYECKUX HapyLLeHU TpaHchop-
MUPOBaNoCb B COCTOSIHWE, KOTOPOE MpW CBOEBPEMEHHOWM
OWarHoCTMKEe M afeKBaTHOM Tepanuu MOXET NpoTeKaTb
C NPUEMSIEMbIM Ka4eCTBOM XU3HW naLuneHToB [16].

B pyccKosi3blHHOM MEAULIMHCKOM nuTepaTtype nmeetcs
6onee gecaTka onucaHum cnyvyaes CBLJ, B TOM yucne nauyu-
€HTOB, NOCTYNMUBLUMX B NeguaTpuyecKue OTaeNneHuns B BO3-
pacTe HECKONbKUX MecsLEeB Xu3Hu [17, 18]. B HeKoTopbIX
paboTax aKLUEeHTUMPOBAHO BHMMaHME Ha AMHAMWKE COCTOS-
HUA pebeHKa B TeYeHWEe HECKONIbKUX MEeCALEeB WKW Jaxke
net HabnwaeHus [19, 20]. B npuBeAEHHOM HUXKE onucaHum
K/IMHUYECKOro cryyast npeacrasfieHa nocnefoBaTtesibHOCTb
OMarHoCTUYECKUX MEPONPUATUIA, BbINOSIHEHHbLIX COBMECT-
HO HeoHaTonoramMyM M peaHuMMaTonoramu, NO3BOSIUBLLUX,
UCK/II0YMB ApyrMe MnpUyuHbl NPOSIBMBLUMXCS CUMMNTOMOB,
3anofo3puTb TevyeHne mmeHHo CBLIT B nepBbi mecsy,
¥WU3HM pebeHKa. OTMeYveHbl MPU3HaKKU, Mo KOTOPbIM Bpay-
HEOHaTOoJIOr MOXET 3anofo3puTb TeyeHue 3aboneBaHus
B pPaHHWE CPOKM Mocne poxaeHus pebeHKka. Takxe npo-
BeAEeH aHaNn3 KINMHUYECKUX Clly4aeB, ONMMUCaHHbIX B PYCCKO-
A3bIYHbIX NYBAMKALMSX, C LieNblo onpeaenntb obuine cumn-
ToMbl CBLUI" y HOBOPOXAEHHbBIX U BPEMEHHbIE NMPOMEXKYTKH,
npoweawmre Mmexay nepsbimu cumntomamu CBLIM 1 cpoka-
MW, B KOTOPbI€ Y4anoCb yCTaHOBWUTb BEPHbIV MUarHo3.

KJIMHUYECKUA NPUMEP

O nauyueHTe

PebeHOK MyXCKOro nona, poawnics B cpoKe 37 Hefn
M 6 cyT B poagome 2-ro ypoBHs. Macca Tena npu poxnje-
HuM — 3330 r, gmHa Tena — 51 cm. OueHKa no wKane
APGAR — 8/9. PoxpaeH oT 5-in 6epemMeHHOCTH, 4-e podbl
(B 04HOM cfy4ae BbIMOSHEH MeAnUMHCKMI abopT). BospacT
MaTepPU Ha MOMEHT pPOXKaeHnsa pebeHka — 29 net, oTua —
50 net. HaunoHanbHOCTb pebeHKa (Mo 060UM poanTeENaM) —
Kupruns. Co cnoB maTepu, 6pak HEPOACTBEHHbIN, Yy CTapLUMX
neTen XPOHUYECKUX 3aboneBaHu He UMeeTcs, y GanKan-



LMX POACTBEHHUKOB (poauTenu, 6paTbs, CECTPbI MO OTLLOB-
CKOW Y MaTEPUHCKOW NIMHUAM) reHETUYECKUX BOSIE3HEN HET.
BepemeHHOCTb npoTeKkana Ha ¢OHe recTauMOHHOro0 MHCY-
JIMHHE3aBUCUMOro caxapHoro guabeta U aHemuu JIerkowu
cteneHun. CKpUHUHT | v Il TpumecTpoB 6bl1 NPOMAEH, BPOX-
[LEHHble MOPOKWU Pa3BUTUA He obHapyxeHbl. CoCTosfHWe
pebeHKa npu NepBM4YHOM OCMOTPE MOCNEe POXAeHUs 6e3
0COGEHHOCTEW, OCTaBNEH C MaTepbio.

dusuKkanbHaa AMarHocTUKa

Yepe3 2 4 nocne poxaeHus pebeHOK 6bll MOBTOPHO
OCMOTPEH BPayYOM-HEOHATONOrom, oTMeYanucb 6aegHOCTb
KOXHbIX MOKPOBOB, 60/Ie3HEHHAs, HEraTUBHAs peaKkLuus Ha
OCMOTP, BSANOCTb, 3MM304bl 3aMUPaHUSA NPU AblXaHUK, 6e3
gecatypauuun, MUHUMalNbHble HapylweHUs GuoMeXaHUKH.
PebeHOK nepeBeaeH B nanaTy MHTEHCMBHOIO HabNOAEHMS.

MpeaBapuTenbHblA AUarHo3
PeGeHOK nepeBefieH B Mmanaty MHTEHCUMBHOM Tepanuu
C IMarHO30M «TPaH3UTOPHOE TaxMMHO3 HOBOPOXK/EHHOIO».

OduHamuKa 1 ucxogabl

B nanate MHTEHCUMBHOro HabnwaeHus Havata UHOY3K-
OHHasa Tepanusa. BbinonHeHbl nabopaTopHble UccnegoBa-
HUS (KIMHUYECKUIM aHann3 KPoBM, KOHLeEeHTpauusa C-peak-
TUBHOro 6enKka), No peaynbraTaM KOTOPbIX MPU3HAKOB
BocnaneHus He o6HapyxeHo. Yepes 10 4 nocne poxaeHus
3aduKCUpoBaHbl 3NU30A4blI AecaTypauuu, notpebosBaBlwue
[IONONHUTENBHON AOTaLMM KMcnopoaa (KUCNOPOoAHas BOPOH-
ka FiO, 30%). Ewe 4epes 4 4, npuHumas BO BHUMaHue
KUCNOPOAHYID 3aBMCMMOCTb M NMOKal3aTeNn ra3oB KPoBKW CO
cMelaHHbIM aumposom: pH 7,12, pCO, — 80 MM pT. CT,,
BE — 5,9 mmonb/n, pebeHOK Obln nepeBedeH B oTaene-
HWE peaHMMaLuK C PECnUPaToOpHON MOAAEPKKON METOAOM
CPAP. B cBf131 C yXyALUEHUEM COCTOSIHUSA U MpPeanosioxe-
HWMEM O HanM4yMM MHPEKLIMOHHOIO MpoLiecca Havata aHTu-
6aKTepunanbHasa Tepanusa (aMnuuUIInMH + reHtamuuunH). Ha
2-e CYT M3HU pebGeHOK nepeBefeH B OTAENEHWE peaHu-
Mauuu MU UHTEHCUBHOM Tepanuu HoBopoxaeHHbIx (OPUTH)
nepuHaTanbHOro LeHTpa 3-ro ypoBHA. Ha ¢oHe nposo-
VMO pecrnvpaTtopHoOn U MeAWKaMEHTO3HOM (aHTWbGaKTe-
puanbHas, MHDY3UMOHHasA) Tepanuu Habnganacb NONOXKM-
TenbHas AMHAaMMUKa MO KIMHUYECKON KapTUHE: YMEHbLIEHNE
HapyleHUn GUOMEXaHUKMN AblXaHWs, OTCYTCTBME MOBTOPHbIX
3NU3040B AecaTypaunn, obwasa aktuBn3daunsa pebeHka. Ha
4-e cyT XXW3HW pecnupaTopHas noaaepxka metogom CPAP
6bl1a NpeKpalleHa U pebeHoK 6bl1 NepeBEIEH B OTAENIEHME
naTonornn HoBopoXKaeHHbIX (OIMH).

Ha 5-e cyT nony4yeH NONOXUTENbHbIA pe3ynbraT 6aKTe-
pMONOrMYyeckoro nocesa KpoBu — BblaeneH Staphylococcus
hominis. C uenbio UCKNOYEHNS HENPOUHMEKLMMN BbINOSHE-
Ha ntombanbHas NYHKUMSA — KIAMHWYECKUW aHann3d NUMKBO-
pa 6e3 NaToNorMYyecKMx M3MEeHEeHWN. Y4uTbiBas KIWHWUYe-
CKYIO KapTUHY AblxaTenbHOM HEAOCTAaTOYHOCTM U pe3ynbTar
6aKTEPMUOSIOrMYECKOro NoceBa KpPoBM, pe6EeHKy BblCTaBEH
AVWarHo3 «Cencuc HOBOpPOXAeHHoro». locne cornacosa-
HUS Tepanuu ¢ KIMHMYECKMM dapMaKonorom no pesynsra-
TaM onpefeneHus 4yBCTBUTENbHOCTU MPOBEAEHa poTauums
npexHen aHTMbaKTepmanbHON Tepanunn (Ha cxemy BaHKOMMU-
LIMH + CynbTaCKH), KOTopasa NpoaosKanach elle 7 CyT.

B nepurog ¢ 4-x 0o 21-e cyT }U3HU pebeHOK Haxoanncs
B8 OlNH, oTMevanucb anM304bl anHO3, COMpPOBOXAatoLLIMecs
pecatypauuen (o 70-80% Sp0,), nepruosnM4ecKon runep-

KanHuen (pCO, o 110 MM pPT. CT.) B aHann3ax KUCOTHO-
wenoyHoro coctosiHMa (KLLC). Mpu NoBTOpHbLIX aHanusax
KUWC B TeyeHne 30-60 MWH nocne nepBMYHOrO, B3ATbIX
nocne aktMBu3auuu pebeHKa, oTMeYyanacb HopManuaauums
ypoBHa yrnexkucnoro rasa (pCO, < 60 mm pT. cT.). BHe anu-
30[10B anHO3 HEBPOJIOITMYECKME N pecrnmMpaTtopHblie CUMMNTO-
Mbl He BO3HWKanu. [lpoBefeHa KOHCyNbTauWs € y4acTUeMm
HeoHaTaNbHOro peaHumaronora: B nepuwoa 6o4pcTBOBa-
HUS BUTANIbHbIX HapyWeEHWM y nauuveHTa He OGHapyKeHo.
MaTonornyeckne HeBPONOrMYECKME CUMMTOMbI OTCYTCTBO-
Banu, pedsieKcbl COXpaHeHbl, pe6EHOK 3HTEPabHO yCBau-
Ba/l HEO6XOAMMbIN 06BbEM KOPMJIEHUS, BEC COOTBETCTBO-
Ban Bo3pacTy. Pa3 B Hefento BbIMNOJHAIUCL MOBTOPHbIE
HenpocoHorpaduyeckne o6cnefoBaHUa HECKONbKUMMU
cneumannuctaMu ¢ Lenblo UCKIKYEHMUS MOPOKOB pPas3BUTUS
rONI0OBHOr0 Mo3ra — YynbTpa3ByKOBas KapTuHa 6e3 oco-
6eHHocTen. [Baxabl (Ha 4-e u 21-e CyT XM3HU) NpoBeae-
HO MccnegoBaHMe METOAOM MOAMMeEPas3HOW LIEMHOW peak-
umm (MUP) 6ykkanbHOro cockoba M MO4YM Ha BUPYCHble
MHOEKLMN (BMpPYCbl NpocToro reprneca 1-ro u 2-ro TMnos,
LMTOMEranoBMUpyC) U BHYTPUKIETOYHbIE MWKPOOPraHM3mbl
(xnamMuamu, muKonnasmbl) — pesynbTaTbl OTpULATENbHbIE.
PeHTreHorpadusi opraHoB TrpyAHOW KNETKM M OprolHOM
nonoctu BbinonHanacb 1 pa3 B 10 gHEN, OTKIOHEHUN Ha
CHMMKaxX He BblIIBIEHO. Y4uTbiBas COXPaHSAOLWMECS pPecnu-
paTopHble HapyLeHWs, YCTaHOBMIEH AMarHo3 «aTunu4yHas
nNHEBMOHUS». TpofoKeHa pecnupaTopHas Tepanusa Yyepes
HMU3KoNoToYHbIe O,-KaHtonu, NPOBEAEH KYpC Tepanuu asut-
poMuumHoM (10 mr/Kr/cyT 1 pa3/cyT B TedyeHue 5 cyr).
lMpMHMMasa BO BHMMaHWE aHamMHe3 W TeyeHue 3abosne-
BaHWS, UCKIIOYEHMe NTabopaTopHO U MHCTPYMEHTaNbHO BCEX
Hanbonee pacnpoCcTpaHeHHbIX MPUYUH AbiXxaTelbHOW Hepo-
CTaTOYHOCTH, crneundUYECKYD KapTUHY CTOMKOWM rMnepkan-
HMM NO AaHHbIM aHanm3a KLWC 1 anu3oabl anHo3 Ha GoHe
OTMEHbI PEeCnUpPaToOpHOM MNOALEPIKKMU, Ha 28-e CYT XMU3HMU
BbICTAB/IEH AMArHO3 «CMHAPOM LEHTPaNbHOW BPOXKAEHHOM
TMNOBEHTUNALMMW». [TPUHATO peLLeHNE O KOHCYNbTaLUK reHe-
TMKOM. C LeNbio NOATBEPKAEHUS AMarHo3a peEKOMEHA0BaHO
nposefeHne nabopaTtopHON AUArHOCTMKM pacrnpocTpaHeH-
HbIX U3MeHeHUN B reHe PHOX2B. C aton uenbto Ha 29-e cyT
¥W3HM 06pasel, KpOBM NauMeHTa HanpaBneH ansg uccneno-
BaHUA B LLeHTp MOoneKynsapHow reHeTuku (r. MocKkea).

Ha 30-e cyT KM3HKM cOCTOsSIHWME pebeHKa ¢ oTpuuaTenb-
HOW AMHAMWKOM B BUE HapacTaHWa OblXaTeNbHOW U Lepeb-
panbHOW HepocTaToyHOoCcTU. PebeHoKk nepeBeneH B OPUTH,
HayaTa pecnupartopHasa noaaep:kka metogom CPAP. Yepes
3 4 Ha QOHe COXpaHALIMXCA 3MNU3040B anHO3 MauMeHT
nepesegeH Ha UBJI.

Ha 32-e CcyT U3HHU, y4nTbiBas oTpULaTENbHYIO AMHAMUKY
60NM1e3HM MO KAUHUYECKOM KapTWUHe, NpoBefeH MOBTOPHbLIN
KIMHWYECKUIA aHann3 NMKBopa — NPU3HAKOB HENPOUHOEK-
UMn He oGHapyxeHo. locne nepesoga Ha WUBJT oTMeYeHbl
nosiBfieHne 6ONbLWIOro KoNMYecTBa MOKPOThI, MOBbIWEHUE
napametpos WBJ1 (NMKoBOe pAaBneHWe, 4YacTtoTa BJOXOB)
W HapacTaHWe NoTpebGHOCTM B Kucnopoge. YuuTbiBas nepe-
YUCNEHHYIO ANMHAMUKY, peOeHKy BbICTaB/IEH AMArHo3 «MHEB-
MOHMSI»; HA4YaT YeTBEPTbIN Kypc aHTMGaKTepPUanbHOM Tepanuu
(uedonepasoH + cynbbaktam no 50 mr/Kr/cyt yepes 12 v).

B TeyeHne 13 cyt HaxoxaeHus B OPUTH HeoaHoKpat-
HO MpeanpPUHUMANUChb NOMbITKM 3KCTy6aLMK ¢ agantauumen
K camMOCTOATEeNbHOMY AblXaHWio Ha POHE HU3KMX MapameT-
pPOB MEXaHWYeCKOW BEHTUASLMM W ABWUraTeibHOW aKTWB-
HOCTM pebeHKa. llocne CHATUS C BEHTUAALMM B TeyeHue
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HECKONIbKMX YacoB OTMeYanu HapacTaHWe Konnyectsa v ry-
OGUWHbl 3MM3040B anHo3, COMPOBOXKAAOLWMXCSA AecaTypaLmen
no 80%, 4TO BbIHY)KAano BO306HOBWUTL MBJI. BbinonHeH
NOBTOPHbIN HeOHaTaNlbHbI CKPUHWUHI METOAOM TaHAeM-
HOM MaccC-CMEeKTPOMETPUN — OTKIIOHEHUW He BbISIBIEHO.
C uenblo WCKIOYEHUST BPOXKAEHHbIX MOPOKOB pPa3BUTUSA
LleHTpanbHON HEPBHOW CUCTEMbI M OPraHOB AblXaHWS BbINOJI-
HeHa MarHuTHo-pe3oHaHcHasa Tomorpadua (MPT) ronosBHoOro
MO3ra WM BEPXHWX AblXaTeNbHbIX MYTEN — OTKJIOHEHUN TaKKe
He BbISIBNIEHO.

Ha 42-e CyT XW3HM, y4uTbiBas NOMHbIN 06bEM MpoBe-
[EHHbIX NIe4e6HO-AMarHoCTMYECKMX MEPOMPUATUIA M coXpa-
HSlOLLYIOCS NOTpebHOCTb pebeHKka B npoaseHHon MBI, ocy-
WeCTBMIEH NepeBOA M3 NepuHaTanbHOro LEHTpa B AeTCKoe
peaHnMaLMOHHOE OTAeNEHME FTOPOLCKON 4ETCKON 60bHULbI.

Ha 43-u cyT KU3HM NonyyYeH peaynbraT reHeTU4eCcKoro
nccnefoBaHMs — BbIIBAEHO YBENMYEHUE 4Yucna Konuw
GCN-noBTopoB B reHe PHOX2B (reHotun PHOX2B 20/25),
XapaKTepHoe Ans MauMeHTOB C CMHAPOMOM BPOMXAEHHOM
LleHTpaNbHON TMNOBEHTUNALMK.

Ha 100-e cyT XM13HU pebeHOK NPOAO0IKAET HaXo0AUTbCS
B OTAENIEHUM peaHUMaLMK OETCKOW FOpPOACKOM GOMbHULbI.
BbIMONHEHO elle HECKOMbKO MOMbITOK 3KCTybaumm — 6e3-
pesynbTaTHO (COXPaHSTCS YacTble 3NU30/4bl anHO3 Ha GOHe
HEMHBA3MBHOW pecnupaTopHOM NoaaeprKKku). PebeHoK roto-
BUTCA K NPOBEAEHMUIO MIaHOBOW TPaxeoCTOMUWU C LEeNbio
npoaomxKeHns npoaneHHon UBJI.

MporxHo3

Mcxoas n3 MMPOBOro KIMHWMYECKOrO OMbiTa Tepanuu
CBLJI, MOXXHO MpeanonoxuTb, 4YTO NauMeHT noTpebyeT no-
YM3HEHHON pecnupaTopHOM MNoAAepXKu. Pa3sutne meau-
LUMHbI, B TOM 4uCfie anbTepHaTUBHbLIX METOA0B MOAAEPHKM
CaMOCTOATENIbHOIO AblXaHWs, NO3BONSET MOBbLICUTb Kauye-
CTBO W MNPOAO/KUTENbHOCTb XM3HWM NaumeHToB ¢ CBLUI.

OaHako Manbii BO3pacT pebeHKa Ha [AaHHbIM MOMEHT
Cy)KaeT CMeKTP BO3MOXHbIX cnoco6oB Tepanun. B nepuoa
HaXoX4eHWs MNauueHTa B peaHUMauun LEeTCKOW ropog-
CKOM 60NbHWLbI MPOBeAeHa KOHCyNbTaLms Co cneLuanuc-
TaMKn (KOHCWIMYM Bpayen B COCTaBe reHeTuKa, neguart-
pa 1 peaHumaronora) u3 HauMoHanbHOro MeAMLIMHCKOro
nccnefoBaTenbCcKoro LeHTpa um. B.A. AnmasoBa (r. CaHKT-
MNeTepbypr). PekoMmeHAoOBaHa yCTaHOBKA 3N1E€KTPOCTUMYNIS-
TOpoB AnadparmalbHbiX HEPBOB MPW JOCTUXKEHWUW PeBEH-
KOM A0CTaTO4YHOW ABWUraTtesibHOW aKTMBHOCTM W BO3pacTa
cTapwe AByx net. [IporHo3 Aaa 340poBbs B 3HAUYUTENbHON
CTEeNEeHW 3aBWCUT OT HaNIMiMs 4acTO COMPOBOMKAAMLLMX
CBUI naTtonorum — 6one3Hn [MpwnpyHra, HapyweHun
MOTOPUKM KEeNyLoYHO-KULWEYHOro TpaKTa, onyxonen Heps-
HOW CUCTEMbI, CEpAEYHbIX apUTMWUIA, 3aAEPKKM Pa3BUTUSA
HepBHOM cucTembl [21]. Ha MOMEHT HanucaHus cTaTbu
(100-e CYT KWM3HM) AaHHbIX O HaNU4YUK COMYTCTBYHOLLMX
COCTOSIHUM y NaLMeHTa He Noy4eHo.

BpeMeHHan WwWKana

XpOHOMOrns pasBuUTUA GOJSIE3HM, KIIOYEBble COObLITUA
M NPOrHo3 3abosieBaHWd ANA NauueHTa npeacraBl/ieHbl
Ha pUCYHKe.

OBCYXAEHME

Penkocte CBUI (1 cnydyanm Ha 150-200 TbIC. KMBO-
poxaeHHblXx aeten [3, 22]) W, KaK cneacrtBue, OTCYTCTBUE
KNMHUYECKON HaCTOPOXEHHOCTM 3ayacTylo 3aTpyaHsatoT
W 3aTArMBalOT YCTAHOBIEHWE BEPHOro AnMarHosa. B Halem
cnyvyae noHamobuacs Mo4YTM Mecsl, npexae 4em Gbiiu
UCK/IOYEHbI BCe 60Jfiee 04eBUAHbLIE U PACMPOCTPaAHEHHbIE
NPUYUHBI AbIXaTeNbHON HELOCTAaTOMHOCTM Y HOBOPOMKAEH-
HOrO WM NMpoBe[eHa KOHCYNbTaLWs reHetTuka. Kak npumep,
B OMWCaHHbIX B MWPOBOM NUTEPATYPE KIIMHUYECKUX Cy-
Yyaax HawuMm Konneram M3 TanWnaHga Ans yCTaHOBKM Bep-

PUCYHOK. XpOHONOrMs pa3sutna 601e3HU, KtoyeBble COBbITUA U NPOrHO3

Figure. Disease course, key events, and prognosis

HaxoxaeHue B OMH. CumnToMbI

COXpaHATCA, NPOBOANTCA

MepBble KOMIIEKCHOE 06CNefoBaHue,
CUMMTOMBI MCKITIOYAIOTCA BO3MOMXHbIE
3a601eBaHus MPUYUHBI KIIMHUYECKUX MPOABIEHN

YXyALWeHne COCTOSAHUS,
nepeBoj B peaHMmaLmio
HOBOPOX/AEHHbIX,
Havano MBJ

Mony4eH NoNnoXMUTENbHbIN
peaynbTtat Ha CBL.
PebeHok nepeBeaeH

B AETCKYyt0 60nbHuLY Ha NBJI

2 4 nocne
pOXAEHUS

5-e cyT 5-28-e cyT 29-e cyT 30-e cyT 31-42-e cyt 43-un cyT
KUBHU KUBHU YKU3HU KU3HU KUBHU JKUBHU

44-e cyT —
HacToAWMI
MOMEHT

MonyyeH BbICEB U3 KPOBM,
Ha4vaTo nevyeHune cencuca
HOBOPOXAEHHOIo

avarHos CBUJI, HavaTo

BoicTaBneH npegsapuTeNbHbIi

nabopatopHoe o6cnefoBaHne

Pe6eHOK B peaHuMaLmMm
[eTCKON 601bHULbI
Ha UBJ1, rotoButcA

MNMepuopg HaxoxaeHns B OPUTH.
MpogomkatloTcs KOMMIEKCHoe
o6cnefoBaHue 1 NONbITKU

OT/IY4€HUS OT PecnmnpaTopHoOM
NOAAEPKKN

K NOCTaHOBKe
TPaxeoCTOMbl

lMpumeyvarmne. OMNH — oTaeneHne naTonornn HOBOPOXAeHHbIX; MBJT — ucKyccTBeHHas BeHTunauma nerkux; CBLIM — cuHapom BpoxaeHHOwM
LleHTpanbHon runoseHtTUnauuun; OPUTH — otaeneHve peaHMMauumn U UIHTEHCUBHOM Tepanuu HOBOPOXAEHHbIX.

UcTouHuk: Agbinos T.C., WecTak E.B., 2023.

Note. NPU (OMH) — neonatal pathology unit; MV (MBJ1) — mechanical ventilation; CCHS (CBLLI) — congenital central hypoventilation

syndrome; NICU (OPUTH) — neonatal intensive care unit.
Source: Adylov T.S., Shestak E.V., 2023.



HOW MPWYUHBI AblXaTeNbHOW HEeAoCTaTO4YHOCTM Yy pebeHKa
¢ CBUI notpe6oBanock 6onee 50 cyT [23], npy NpoBeAeHUK
PETPOCNEKTUBHOIO UCCNEA0BAHMUS MO BbISBAEHHBIM Cryya-
am CBLII B McnaHWK CpoK MOCTAaHOBKM AMarHo3a B ciny4anx
pasBuUTUS B MNepuofe HOBOPOXKAEHHOCTU 6bln HE MeHee
19 cyT XKM3HU [24]. CTOUT TaKKe OTMETUTb JIOTUCTUYECKNE
C/TOXKHOCTM NabopaTopHOro (reHeTMYEeCKOro) MccneaoBaHus
1 GMHAHCOBYIO CTOPOHY Bomnpoca. [laHHoe o6¢cnefoBaHUe He
nokpbiBaetcs nonncom OMC, 1 B HalweMm cnydae poautensim
NPULLIOCL CaMOCTOATENIbHO OMAaTUTb aHann3 U ero TpaHc-

nopTnpoBKy (B cymme okono 30 Tbic. py6.) B LieHTp moneky-
NAPHOM reHeTuku (r. MockBa). 3TO TaKKe yBeNn4mMno CPoKu
YCTaHOBNEHWUS BEPHOIO AMarHosa.

Mbl NpoBenu aHanuad pPYCCKOSA3bIYHbIX MNy6AnKaLun
C OonucaHMeMm KIMHMYecKux cnydaeB CBLIT y HOBOpoXaeH-
HbIX M JeTel rpyaHoro Bo3pacrta, YTobbl OLLEHUTb, C KaKuX
CUMMTOMOB MaHndecTupyeT 3abosieBaHMe 1 CKONIbKO Tpeby-
eTCcsl BPEMEHM Bpayy-HeoHaTo0ry unm neagmatpy B Poccun,
4T06bl 3anofo3puTb M BepuduuMpoBaTb AnarHos CBLIM
(cm. Tabnuuy). XoTs He BO BCeX UCTOYHMKax Oblna npeacraB-

Ta6nuua. OCHOBHblE CUMNTOMbI U AUHAMUKA UX NOSBNEHNSA Y ileTeW C CUHAPOMOM BPOXKAEHHOM LEHTPaNbHON MMNOBEHTUASLMM (MO AaHHbIM
PYCCKOA3bIYHbIX NyGAMKaLni)

Table. Major symptoms and their dynamics in children with congenital central hypoventilation syndrome (according to Russian-language
publications)

C1-x Pe6eHok poauncs
no 10-e cyt HEIOHOLWEHHbIM,
C poxaeHus OnucaHsl
[eBoykKa B. 2-e cyT HU3HH, Co 2-x cyT 41O B Bo3pacte
[0 4-x cyT €O 2-X CcyT
[25] HU3HU [anee B CBA3n U3HU [ONOJIHUTENBHO 1,5 mec
. KU3HM HKU3HU
C runepKanHuen 3aTpyaHUN0
€ 18-X CyT KM3HK [IMarHOCTUKY
[eHeTuyecKoe
[varHos
B teyeHne nccnegosaHne
. BbICTaBEH
[eBoyka A. 6-"y C1-xcyr 3 nepBbIx B BO3pacTe 7 Mec
H/o H/n ~ KIMHWUYECKH
[26] HU3HU KU3HU mMecsaues 20 cyT, UBMEHEHUM B BO3DACTE
HU3HU B reHe PHOX2B P
3 mec
He BbISIBNEHO
BTtopoi pe6eHok [narHos
. MonbITKK B cembe ¢ CBL, BblCTaBleH
[eBoyka C. 4-ny C4y VL"
H/n H/n 3KCTyGaumm N3MEHEHUN KIMHUYECKN
[26] HKUBHU UBHU
He onucaHbl B reHe PHOX2B B BO3pacTe
He BbIiIBNEHO 1 mec
Mo nnHuKM oTua
C4-x [1Ba cnyyas
OnucaHsbl 10 8-€ CyT XKU3HH, Bnepsble cMepTH
Manbunk A. T M P 7-8 mec P 8-9 mec
¢ 6-ro mec H/no npuv NOBTOPHOM Ha 6-M mec B M/laieH4YeCKOM
[17] HU3HU HU3HU
KU3HK rocnuTanuaaumm — HKU3HU BO3pacrTe,
¢ 6 MeC X13HU npuynHa
HensBecTHa
Bnepsble K KoHuy
Manbumk P. 0,-3aBMCUMOCTb 3 mec
C poxaeHus C 2 mec 4 cyt Ha 3-M mec 3-ro mec He BblgeneHsbl
[18] C pOXAeHus HU3HU
HKU3HU KU3HK
OnwucaHo
MpucytcTBOBaNU MNepBble HECHONBKO
Manbuuk E. 1-ecyt C1l-xcyr C30u 3M130408B 2-i mec
B NnepBble 2 mec
[27] HKU3BHU HKU3HU HUBHU BEHTUNATOP- KU3HU
2 MEC }M13HU YKU3HK .
accounmMpoBaHHOM
NMHEBMOHWK
MocTosiHHas NBJ1
MonbITKK
Aesoura A. H/no C poxpaexus €0 2:70 4 #N3HM H/n 3KCTyGaLUnmn He BblgeneHsbl 7.5 mec
28] 10 10-11 mec R HM3HM
He onucaHbl
KU3HK
Manbuumk XK. . o
10-"y C1-xcyr Ha 30-e cyt C 30-x ¢yt 2-i mec
(Haww C poxaenus He BblgeneHsbl
. KU3HU KU3HU KU3HU KU3HU KNU3HU
cnyyan)

lMpumeyvaHme. H/Q — HeT AaHHbIX. Pa60oTbl 6bI1K 0TOGPaHbl MPYU HanM4yMM cBOOGOLHOIO JOCTYNa K NOSIHOMY TEKCTY CTaTbM U HanMyum 0603Ha-
YEeHHbIX BPEMEHHbIX paMOK 60/bLUIEN YacTh COObITUN, TPeByeMbIX 415 CpaBHEHMS. PacnonoxeHbl B nopsake aatbl nyé6nvkauuu cnyyvas. UB/1 —
MCKyCCTBEHHas BeHTunaums nerknx; KOC — KMCNOTHO-0CHOBHOE cocTosiHue; CBUIN — cMHAPOM BPOXAEHHON LEHTPasbHOW TMANOBEHTUASALNN.

Note. N/a (H/n) — not available. Publications were selected in the presence of free access to the full text of the article and the presence of
indicated time frames for the key events required for comparison. Sorted by case publication date. MV (MBJ1) — mechanical ventilation;
ABB (KOC) — acid-base balance; CCHS (CBLI") — congenital central hypoventilation syndrome.
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leHa HeobxoamMmas MHopMaLUs, TEM HE MEHee, MOXKHO
yTBEPXKAATb, YTO CUHAPOM 4acTo MaHMbECTUPYET B NepBble
Yyacbl XW3HW pebeHKa MOBTOPHbIMM 3NM304aMKu anHoa3.
B 60nbWKHCTBE Cny4yaeB onucaHbl HEOLHOKPaTHble 6e3yc-
nelwHble MNOMbITKM 3KCTybauun pebeHKa (B ABYX clyya-
fX AaHHbIX O MOMbITKax 3KcTybauuu HeT coBceM). Bcem
feTam B xoae 6one3Hn notpebosanacb uHBasusHaa UBJI.
OT MaHubecTaummn cuHapoMa A0 BepudMKauun auarHosa
npowno ot 1,5 40 7 MeC XU3HM (3a UCKIIIDYEeHMEM cryyas
NOBTOPHOTO BbiiBneHua CBLIN B ogHoM cembe [26]).

BaKHO OTMETUTb, YTO HEBEPHbLIN AMArHO3 U, Kak cnea-
CTBME, MOCTOSIHHbIE MOMbLITKK ajanTaunn pebeHKa K camo-
CTOSITENIbHOMY AbIXaHWIO, HEM36EKHO CONPOBOXKAAOLWMNECS
3anNn3o4aMu runepKanHumM U rMnoKCUKU, MOryT OKaldaTb Hera-
TUBHOE BAUSHME Ha pas3BuTMEe U GOPMUPOBAHWE LEHT-
panbHOM HEPBHOW CUCTEMbI HOBOPOXAEHHOrO. N3BECTHO,
HanpuMmep, 4Y4To LUMK/Ibl TMNOKCMU/PEOKCUIeHaLMN NPUBO-
OST K YBEIMYEHUIO KOMIMYECTBA aKTUBHbIX MOJIEKY KMUCO-
poAa, CNocOBHbIX NOBPEHKAATb KIETOYHbIE NMNKUAbLI, 6GENKK,
OHK, vHagyumpoBaTb anonTto3 Knetok [29]. UmeHHOo cnea-
CTBMEM 3TOr0 MOryT GbITb BbICOKas 4actoTa HapylleHui
B pa3BWUTMKW M NOBedeHuM cpeaun naumeHToB ¢ CBUI [21],
npo6nemMbl C KOHLEHTpauuen BHUMaHUA U 0ByveHuem
[30, 31], HapyweHus uepebpanbHon nepdy3vn Bo BpeMms
CHa nnn 604PCTBOBaHMSA, a TaKKe BO BpeMs ocylecTBie-
HUS YMCTBEHHOW faedATtenbHOCTU [32]. Mpu 3TOM THAXKECTb
HEWPOKOrHUTUBHbIX HApYLWeEHWUM 3aBUCUT OT TSXKECTH Teye-
HUS 3a60neBaHMa U KonM4yecTBa NonvanaHMHOBLIX AyN/u-
Kauui B reHe PHOX2B [32].

HecmoTps Ha KONMYecTBO BpeMeHM, noTpeboBaBLIeecs
B Hallem cfiyy4yae Afs yCTaHOBNEHWS BEPHOro AuarHosa,
C/IOXKHO Ha3BaTb Bpa4yebHYI0 TaKTUKy HeBepHon. CBUIN —
peaKkoe 3aboneBaHue (K 2019 r. B MMpoBOM nutepaTtype
onuncaHo 4ytb 6onee 1000 cny4daes [33]). XoTq, yumTbiBas
OTCYTCTBUE KIIMHUYECKOW HACTOPOXKEHHOCTU Bpaven, MOXK-
HO MPeanofioXKWTb, YTO HEKOTOpble ciy4yau BHe3anHowm
MIaAEeHYECKON CMEePTU TaKKe MOryT 6GbiTb Bbl3BaHbl HEAM-
arHoctupoBaHHbiM CBUIM [33]. bonee 4acTbiMU NpuUYnHa-
MU LEHTPanbHOM TMNOBEHTUASLUN ABASIOTCSA CTPYKTYPHbIE
nopaeHus Mo3ra, cepaeyHble, pecnupaTtopHble, HEPBHO-
MbllleYHble, MeTaboNNYECKME HapYLIEHUS WK XPOMOCO-
Monatuu [34, 35]. MoaTomMy Npu NpU3HaKax LeHTpanbHOM
TMNOBEHTUASALMW Y HOBOPOXAEHHbLIX B MEPBYIO 0o4epeab
cnefyeT WCKNOYUTb CErNCUC, MEHUHIUT, MeTabonnyeckue
HapyweHus (Hanpumep, AedeKTbl MUTOXOHAPWUW, TUMOTU-
peo3), po4OBYID TPaBMy, CTPYKTYPHbleé aHOManuu cTBofa
MO3ra, BPOX[EHHble MMOMATUW, CEepPAEeYHO-COCYAUCTbIE
3a60/1eBaHUsl, BHYTPMMO3rOBble KPOBOM3MUAHUSA U aHO-
Manuu ObixaTeNbHbIX nyten [36]. B Hawem cnyvyae 6bin
npoBeAeH KOMMIEKC AMArHOCTUYECKUX MEPONpUATUIA Ans
UCKIIIOYEHUS MepPedYUCIEHHbIX NaToNormMm: nabopaTtopHble
ncenefoBaHua MapkepoB BocnaneHus, MUP ana obHapy-
YEHUS BUPYCHbIX U BHYTPUKIETOUYHbIX MHDEKLMI, PEHTre-
Horpadus opraHoB rpygHON KAETKM M GPIOWHOM NOSIOCTH,
K/IMHUYECKME aHann3bl U MUKPOOMONOTMYECKNE MOCEBDI
NIMKBOpa, HenpocoHorpadus u MPT mo3ra, axoKapauo-
rpadums. N ToNbKO Nocne UCKIKYEHUS YKa3aHHbIX MPUYKH
M NONYyYEHUS Pe3yNbTaTOB FEHETUYECKOro MCCefoBaHus
onarHo3 CBUI 6bin npuv3HaH 060CHOBaHHbIM. TeM He
MeHee, cneayet NMOMHMUTb, YTO CMMNTOMamu BbICOKOrO
pucka Hanuuua CBUI asnatoTcsa [33]:
® |leHTpanbHas TUMNOBEHTUNALUMS, cnabble AblxaTeNbHble

ycunus, anHoa u fecatypauus;

® yacTble NOBTOPSOLLMECH 3NM304bl 6E€3YCNEeLWHOro oTay-
yeHus pebeHKa OT pPecnupaTopHOW MOAAEPIKKM WU
3KCTy6aLuu;

® HernepeHOCUMOCTb KOPM/EHUS, AMCMOTOPUKa NULLEBOAQ,
3anopbl;

® HENpPOXOAUMOCTb MW MepepacTsKEHWe NeTenb Kulley-

HWKa, 3alepXKKa OTXOXKAEHUSA MEKOHHS;
® [porpeccrMpoBaHne pecnmpaTopHbIX HapyLWeHU BO Bpe-

MS CHa (0OCOOEHHO B CTalMM MELIEHHOIO CHa);
® npeHaTanbHble aHOManuu (CHUXeHWe BapuabenbHOCTU

cepaeyvyHoro putMa 1 ABUXKEHUM nnoaa).

Tepanua CBUI cumntomaTtnyeckasa. lMauneHtam noka-
3aHa MOXM3HEeHHas pecnupaTtopHas noaaeprkka, 06bl4HO
¢ nomoulbio MBJ1, B HEKOTOPbLIX ciy4yasax (MPU HEBbIPaXKeH-
HbIX CUMNTOMax) — C NPUMEHEHUEM HEUMHBA3UBHbIX METO-
OB pecnupatopHon Tepanuu. lpu 3TOM MexaHuyYeckas
BeHTUNALMA obecnedynBaeT 6osee afeKBaTHYIO OKcure-
HauMio 1 nojaepxaHne HopmanbHoro yposHa pCO, [21].
Cpean BO3MOMXHbIX anbTEPHATUMBHbLIX CTpPaTErnMin MOMXKHO
paccMOTPETb BEHTWSLMIO MOA MOJIOKUTENbHbIM AaBie-
Huem (Positive Pressure Ventilation; PPV) yepes Tpaxeo-
CTOMY, HEMHBA3MUBHYIO BEHTUNALMIO NMOA MOSOXKUTENbHbLIM
nasneHnem (Non-Invasive PPV; nIPPV), BeHTunguumioo nog
oTpuLaTebHbIM AaBNEHUMEM W CTUMYNSALMIO CaMOCTOSN-
TEeNbHOrO AblXxaHWa MOCPEACTBOM [ABWMMKEHWUS Anadparmbl
C MOMOLLbIO0 9NEKTPOCTUMYNALMKM AMadparmManbHOro HepBa.
XOoTd Kaxpas U3 anbTepHaTMBHbIX METOAMK UMEET CBOWU
orpaHuyenus [10, 15].

HenHBa3MBHas BEHTUAALMA C MONOXKMUTENbHBIM AaBie-
HMEM 4epe3 TPaxeoCToOMYy MOMXET OblTb NpeanoYTUTENbHA
y HOBOPOXAEHHbIX W aeTen [10], NOCKONbKY OHa co3paeT
ycnoBus ans 6onee KOMGOPTHOro HEMPOKOTHUTUBHOIO pas-
BUTKSA. C Apyrov CTOPOHbI, HEMHBA3UBHbIE METO/Ibl CHUTAIOT-
Csl MEHee ONTMManbHbIMK B NaaHe o6ecnevyeHunss pecnupa-
TOpPHOro romeoctasa [21]. TeM He MeHee, ONMUCaHbl ciny4au,
KOraa NauMeHTbl HaXOAWIUCh Ha NOAOGHbLIX MeToax [Abixa-
TeNbHOM NOAAEPKKMN ¢ MnageHyecTBa [21, 36, 37].

Mpu anekTpocTUMynauMn AnadparmManbHOro Hepsa
3NEeKTPOoAbl, MMNNAHTUPOBaHHbIE BGAN3WM HepBa W NOA-
KNIOYEHHbIE K BHYTPEHHEMY MNpUeMHUKY, obecneynBatoT
CcO6GCTBEHHOE COKpalleHne avadparMbl U UHULUKUPYIOT
BAOX. ATO ob6ecrneymMBaeT MeHbLIylD 3aBUCMMOCTb NaLu-
€HTa OT annapaToB BEHTWUAALMKU, MOBbIWAA ero Mobuib-
HOoCTb [21]. OAHAKO OTCYTCTBME CUHXPOHHOCTU MeXay
COKpaLlleHWeM anadparmbl ¥ Mbllil, BEPXHUX AbIXaTeNbHbIX
nyTen noBblWaeT PUCK Pa3BUTUA OOBCTPYKTMBHOIO amnHod
BO Bpems cHa [21].

OfHUM M3 NepcneKTUBHbIX CNOCOGOB Tepanuun aBaseTcs
TEXHOMIOMMS HEMPOPErYINPYEMOM BCNOMOraTelbHOM BEHTH-
naumm nerkux (Neurally Adjusted Ventilatory Assist; NAVA).
B atom cnyyvae wcnonb3yloTrcs anadparManbHble 3nek-
TpoAbl, pacnonaraemble B MNULLEBOAE AN MOHWTOPMHra
3N1EKTPOMMMNYNIbCOB, BO3HMKAWOLWMX B MPOLIECCE [blXaHuUS,
KOTOpblE€ OCYLLEeCTBAAOT OMNTUMaNbHYIO CUHXPOHM3ALMIO
nauueHta c annapaTom, o6ecrnevyunBalowMM pecnupaTop-
Hyto noaaepky [14, 38].

Cpean nepcneKkTMBHbIX TepaneBTUYECKMX CTpaTerui
MOXHO OTMETUTb NMPUMEHEeHWe Kap6amasenuHa, Beayliee
K CHW}EHMI0 4acTOTbl 3MM3040B anHo3, BEPOSTHO, Yepes
6510Kagy HopadpeHanuHOBbIX peuenTopoB [39], a TaKxke
nesorectpena (recrareHcogepxalum npenapar), KOTOpbin
MOXET CHUXKaTb aKcnpeccuto PHOX2B 4yepesd saepHbin
peuenTop nporectepoHa [40, 41].



3AK/TIOMEHUE

OTcyTCTBME HACTOPOXEHHOCTU Bpayver W CHOMHOCTb
[AVMarHoCTUKM (B MepByl ovepedb MO NpUHMHE 6O0NbLIOro
KonunyecTBa 60/1€3HEN, MPOTEKAOLWMX C MPU3HAKAMMU LIEHT-
panbHOW TUMOBEHTUNSALMKU) MPUBOAAT K MO3QHEMY BbISiB-
nenuto CBLI. BmecTe ¢ 3TUM COXPaHSAOTCS JIOFMCTUYECKHNE
1M GUHAHCOBbIE CNOXHOCTU, OrpaHMyYnBatoLMe CBOEBPEMEH-
HO€e NpoBeeHne reHeTUYecKoro obcneoBaH1sa NaLneHToB
¢ noago3peHunem Ha CBLI. B Hawem cnydyae reHeTnyeckoe
uccenegoBaHue 6b110 NPOBEAEHO 3a CHET AEHEXKHbIX CPEACTB
poautenen. MNpu 3TOM cBOEBpeMeEHHasa anarHoctuka CBLIM
HeobxoanMa AN CHUXEHWS NarybHOro BAWAHUSA TMIOKCHUK
W rMnepkanHuMmM Ha pas3BuTue pebeHka M ucxodbl 6ones-
HW. MHHOBaAUMOHHbIE METOAbl PEecnMpaToOpHOM MNOoAAEPK-
KW M MEOWKaMEHTO3HOW KOPPEKLMM MO3BONAT CHU3UTb
3aBUCMMOCTb NaumeHTtoB ¢ CBUI ot noctosiHHoM UBJT nnu
nonyyatb 6onee KOMOOPTHYIO AblXaTeNbHYD Tepanuio, H4To
HEN36EXHO NPUBEAET K MOBLILLIEHNIO KAYeCTBa UX USHMU.

UWHOOPMUPOBAHHOE COIJIACUE

OT 3aKOHHOrO NpeAcTaBuUTENs pebeHKa Noay4eHo Hbop-
MWpPOBaHHOE [06POBOJILHOE COrNacue Ha MCMosib30oBaHWe
KIMHUYECKUX AaHHbIX NaLWEHTa B Hay4HbIX LIeNnsx.
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