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B oTnesiennu peaHMMAanuy M MHTEHCUBHOI Tepanuu nepuHataabHOro meHrpa 'KB Ne 24 r. MockBsl
Ha0JII0IaJICA HeIOHOIIEeHHBI pedeHoOK 34—35 Heme b recTaliy ¢ MOCTOSHHON KHCIOPOA03aBHUCHMO-
CTBHIO 1 HEOOXOUMOCTBIO IIPOBEIEHN S MEXaHUUYECKOH HCKYCCTBEHHOH BeHTHJISINY JIETKUX, a TAaKIXKe C
TMOHUKEHUEM PEe3UCTEHTHOCTH K 9HTEPAJBHOM Harpy3Ke. Y UNTHIBAA JJINTEJIbHYI0 KUCIOPOTO3aBUCH-

MOCTH, CHHKE€HIE TOJI€PAHTHOCTH K 9HTEPAJILHON HATPY3Ke, YACThIe dIM30/ bl JUHAMUYECKON KNIIeY-

HOH HENPOXOJUMOCTHU, OTCYTCTBHE CAMOCTOSTEJIbHOI nedeKamuu, MOPOKU pasBuTusa (pacuieaTuHa
TBEpPAOro HEDGA), OBLIIO IIPOBEIEHO JOIMOJHUTEJIBHOE 00CJIeIOBaHNE, BKIIOUYAIONIEe B ce0s1 OHOIICHIO
CIU3MCTOH 000JIOYKY KWUIIEYHUKA, TAHIEMHYI) MAacCC-CIEKTPOMETPHUI0 HAa HACJIEICTBEHHbIE 00JI€3HU
oomeHa BemiectB. Kpome Toro, 6p11a mpoBenena [JHK-guarnocrTuka (aHaIu3 KOTUPYIOIIEH MOCIET0-
BareasHOocTH reHa PHOX2B): BoisiBiieH maTOreHHbIN BapuaHT c.722_759del38 u quarnocrupoBansl
CHHIPOM BPOSKIEHHOI eHTpaabHoil runoBeHTIIAnUN (CBIII') 1 BposkIeHHBINH araHrino3 KUIIeYHU-

ITPAKTUKN

Ka, 00ycJIOBJIeHHbIN aesenueil B rene PHOX2B (paHee u3BeCTHBINH KaKk cMHAPOM Xaanana). Yacrora
CBIIT cocrasasiet okoio 1 Ha 200 000 ;xuBOpPOKAEHHBIX, a B 16% ciryuaeB Ha0II0qaeTCH cOUeTaHUE C
araHrIno3oM kumeyanka. CeoeBpemenHas nuarsoctuka CBIIT mo3BossieT BBIpa60TaTh MPABUIBHYIO
TAKTHURY JIEUEHUA U BeIeHUA HOBOPOKICHHBIX C narmoﬁ IMaTOJIOTHEN.

Knioueevie cnoea: HogoposOeHHbvle, HEOHAMALbHBLI Nnepuod, cUHOPOM 6PONHOeHHOU YeHMmpaLbHOl
e2unogenmunAyu, 6one3nsy Il'upunpyrnea, cundpom Xaddada, zen PHOX2B, nexpomuyecKkuil anmepo-
KOJLUM, UCKYCCMEEHHASL 6eHMULAYUA JLeZKUX.
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BposicOenHbLil yeHmpaavHblil 2Un06eHmMULAYUOHHbLYL CUHOPOM, 00Yca08/leHHbLiL de novo Oeneyuell 6
2ene PHOX2B. ITeduampus. 2019; 98 (2): 235-238.
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CONGENITAL CENTRAL HYPOVENTILATION SYNDROME,
CAUSED BY DE NOVO DELETION IN THE PHOX2B GENE
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Intensive care unit of the perinatal center of City Clinical Hospital N¢ 24, treated premature
baby of 34—35 weeks of gestation with constant oxygen dependence, the need for artificial lung
ventilation and decrease in resistance to enteral load. Considering long-term oxygen dependence,
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decrease in tolerance to enteral load, frequent episodes of dynamic intestinal obstruction, inability
to self-defecation, developmental defects (cleft palate), additional examination was performed,
including biopsy of the intestinal mucosa, tandem mass spectrometry for hereditary metabolic
diseases. Besides, DNA diagnostics was performed (analysis of the PHOX 2B gene coding sequence).
A pathogenic variant ¢.722_759del38 was revealed and congenital central hypoventilation
syndrome (CCHS) and congenital intestinal agangliosis, caused by a deletion in the PHOX2B gene
(previously known as Haddad syndrome) were diagnosed. Rate of CCHS is about 1 in 200 000 live
births, and in 16% of cases there is a combination with intestinal agangliosis. Timely diagnostics
of CCHS allows to develop the correct tactics of treatment and management of newborns with this
pathology.

Keywords: newborns, neonatal period, congenital central hypoventilation syndrome, Hirschsprung
disease, Haddad's syndrome, RHOX2B gene, necrotizing enterocolitis, artificial lung ventilation.
Quote: S.V. Dumova, N.A. Semenova, O.L. Chugunova, O.A. Babak, Y.V. Klabukova, Y.S. Shvabrova.
Congenital central hypoventilation syndrome, caused by de novo deletion in the PHOX2B gene.
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CuHAPOM BPOKJEHHOH IEHTPAIbHOU TMIIOBEHTUJIS-
nuu (CBIIT') — peaxoe HaciseacTBeHHOe 3aboJieBaHUE,
XapaKkTepusymoleecsa HapPYUIEHUAMU pPeCIUPATOPHOMR
peryaAamnuu, a Takske (PyHKIIUM BEereTaTUBHOW HEPBHOM
cuctembl. CyIleCcTBYIOT Apyrue Ha3BaHUA CHUHApPOMA,
TaKue KaK CUHAPOM YHIWHBI U cUHApPOM Xajanana (coue-
TaHWe TUIOBEHTMIANNY ¢ 6ose3ubio ['upmmpynra — BI').
OnHaKO 3TH TEPMUHBI B HACTOSIIEEe BPEMS He UCIIOIb3YIOT-
cda. [eboTupyer 3abosieBaHNE OOBIYHO B MJIAJE€HUYECKOM,
Ipesk/e BCero HeOHATAJLHOM IEPUOJe, HO BCTPEUAIOTCS
u dhopMbI ¢ 6oJiee TO3AHUM HaUaJIOM, MaHU(ECTUPYIOIIIHE
B PaHHEM JETCKOM BO3pAaCTe U Ja’Ke y B3POCJBIX. B smTe-
paTtype BcTpedaroTcs onucanus okoJio 300 ciayuaes aToro
3aboJieBaHUsI, a dacrora ero cocrasjaser 1 ma 200 000
JKUBOPOXKAEeHHBIX [1]. CuMnTomamMu 6G0JI€3HU SABIAIOTCSA
CHUKEHIE WU OTCYTCTBUE (DU3MOJOTUUECKOH [BIXaTeNhb-
HOM peaKINU Ha TUIEPKAIHUIO U TUIOKCHUI0 0COOEHHO BO
BpeMs CHa, a TaKiKe Pa3JINYHbIE IPOSBIEHUS JUCPETYIA-
IIUY BereTaTMBHOM HEePBHOI cucTeMbl. [IpnunHa cMepTu
nanueHToB ¢ CBIII' cBABaHa ¢ HEBOBMOXKHOCTHIO obecIie-
YeHUSA ONTUMAJIbLHON BeHTUAAINN. Pe0eHOK, TpeOyomuit
BEHTUJISATOPHON HMOAAEPIKKU KPYTJIOCYTOUHO, HYKJAETCA
B TPaxXe€OCTOMHUHM U YCTAHOBKE AOMAINHEH BEHTUJIATOD-
HOM cucTteMbl [2]. ¥V HEKOTOPHIX IAIMEHTOB OIMMCAHBI
HapyuieHnsa AudGepeHIPOBKN CTPYKTYP HEBPAJIbHOTO
rpeb6HA (Hampumep, BI') u/miam omyxosu HeBPaJIbHOTO
MIPOUCXOKAEeHU (HeipobiacTOMbI, TaHTJIMOHEBPOMBI U
raurjanoHelpoodaacTrombr). BI' compoBoskmaeTca mpumep-
HO 16—20% cayuaes CBIII'. Puck omyxoJieii cocTaBiser
npumepHo 5—6%, mpu 3TOM HepobJIacTOMBI BCTpeUa-
IOTCS IPENMYIIEeCTBEHHO Y JeTell 1o 2-JIeTHero Bo3pacra,
B TO BpeMs KaK TaHTJIMOHEBPOMBI TOABJIAIOTCS IIO3THEE
[3]. IIpnumHOil cmHApPOMA ABJIAIOTCA MYTaluU B TeHe
PHOXZ2B. [1sa Tuna myramuii onucausl mpu CBIIT: sxc-
TMaHCUA TMOJUAJAHNHOBBIX ITOBTOPOB U MyTamuu 6e3 sKcC-
MMaHCUU TOJUAJTAaHUHOBBIX MOBTOPOB. B reme PHOXZ2B
UMeITCSA [Ba pPernoHa IOJNAJaHWHOBBIX IIOBTOPOB B
9K30HE 3. OTU MOBTOPBI COCTOAT W3 OJHOTO U3 UEThIpeX
komouoB: GCA, GCT, GCC unu GCG, MOCKOJIbKY KA IbIi
13 HUX KOAUMPYeT ajmaHuH. {153 0603HaAYEHUA 3TUX KOO~
HOB ucmoabayercsa Tepmun «GCN». B Hopme oba ajie-
JIsT TIOBTOPSIOIIErocss pernoHa sk3oHa 3 rena PHOXZ2B
cogepskatr 20 anmarnHOBBEIX (GCN) moBTOpOB. B TuTepaTy-
pe omucaHbl MAalMeHThl ¢ KOJIUYECTBOM ITOBTOPOB 9, 13,
14 u 15, ogHAKO 0 HUX HET IIOJHOM KJINHUYECKOH nH(OP-
maruu [4]. Tereposurorabie HOCUTENN 24 aJaHUHOBBIX
moBTOPOB (reHoTut 24 /20) 1 HEKOTOPHIE T€TEPO3UTOTHI 25

moBTOPOB (reHoTun 25/20) MOTYT UMeTh HETIOJHYIO IeHe-
TPAHTHOCTD C MATKUM (DEHOTHUIIOM U TTO3JHE [UaTrHOCTH-
Ko miu 3abojieBaHME Y HUX MOXKeT OBITH BOBCE He Jaua-
THOCTUPOBAHHBIM, IIPOTEKAasA «IIOJ MacCKOil» pecrupaTop-
HOTO AUCTPECC-CUHAPOMA WJU TAMKEJIOTO WHTEPKYPPEHT-
Horo 3aboneBaHusa Jerkux [5]. [losHada meHeTPAHTHOCTH
C HEOHATAJbHBIM AE0I0TOM BCTPEUAETCS MPU KOJIUUECTBE
moBTOpPoB oT 25 mo 33 (remorumn ot 25/20 mo 33/20). B
JIUTEpPAType UMEIOTCA JaHHBIE 0 MAKCUMAJIBHOM KOJUYe-
CTBe MMOBTOPOB, paBHOM 33 [6]. MyTamuu, He cBA3aHHBIE C
SKCITaHCHEel aJaHWHOBBLIX IIOBTOPOB, BKJIIOUAIOT BapuUaH-
THI UBMEHEHUA HYKJEOTUAHOI IIOCJeLOBATEIbHOCTH BHE
TIOBTOPSAIOIIET0CA PETHOHA, a TaK:Ke BapUAHTHI CO CABU-
TOM PaMKU CUUTHIBAHUSA BHYTPU PETHMOHA MOJHATAHUHO-
BBIX ITOBTOPOB. Kak mpaBujio, 9T0 HEGOJIBININE JEIEIUN 1
IYIINKaIuy pasmepoM Ao 38 HykJaeotunos [3]. IIpu aTom
MaIUeHThl ¢ MYTAlluAMU, HECBA3AHHBIMU C 9KCHAHCUEH
aJaHUHOBBIX IIOBTOPOB, YAaCTO MMEIOT 0oJiee TAMKEIBIH
KanHndYecKuit penorurt. 'ew PHOXZ2B BKJIOYEH B CHUT-
HaJIbHBIE IYTHU Pa3BUTHUS HEHPOHOB KUIIIEUHUKA U BIUIET
Ha sKcupeccuto reHa RET, uro cBsa3aHo ¢ pa3dButuem BI'
[7]. B tuTepaType UMEIOTCA OMUCAHUA TAIIUEHTOB C [JeJe-
nueii B reie PHOX2B, B KINHNUYECKOH KapTUHE KOTOPHIX
TUMOBEHTUJIAINUS ACCOIMUPOBaHA C TOTAJBHBIM araH-
TJINO30M KHUINIEYHUKA, HeHpobaacTomMoi n quchyKHITTeH
3pauka (ciabasa peakius Ha cBeT). IIpeamosaraercs, 4To
IeJelliy B 9TOM TeHe NPUBOAAT K Haubojee TAKEIOMY
KAnHuYecKoMy heHoruny [8].

ITon wHabalomeHMeM HaXOAWJACh HEJOHOIIEH-
Hasa meBouxka or martepu 27 jer ¢ 0 (I) Rh+ rpynmoit
kpoBu. CoMaTuyecKuili M THUHEKOJOTHMUYECKUII aHaM-
He3 He oraromieH. Ot I GepeMeHHOCTH, IPOTEKABIIEH C
OPBU B I TpumecTpe, yrpos3oii mpephIBaHUA U MHOTO-
BoaueM B III tpumectpe. OT I mperkaeBpeMeHHBIX OIe-
PATHUBHBIX DPOJOB IIyTEM KecapeBa CEUeHWUs II0 IIOBOIY
MMOIIePEYHOro II0JIOMKEeHUA IIoga Ha 34—35-i1 Hemele.
Poaunace :KuBas HeJOHOIIIEHHAA JeBOUKA C MACcCOil Teja
2190 r, gunoit 46 cm. Onenka mo mKaute Anrap 6/7 6as-
noB. CocToAHME TIPU POKIEHUU TAMKEJIOe 3a CUET TAMKe-
JIOW ABIXaTeJbHOU HEeZOCTATOUYHOCTH Ha (hOHEe CUHAPOMA
IBIXaTeJIbHBIX PACCTPOICTB, BBIPAKEHHBIX CHUMIITOMOB
yruerenusa I[HC, HemoHOIIeHHOCTH, MOPHOGYHKIIMO-
HaJIbHOU He3dpesocTu. CaMoCTOATENIbHOE AbIXaHUE Hepe-
ryaapHoe. OTMeuasoch mMO3HEE OTXOKIEHUE MEKOHUA.
JHTepaIbHOE KOPMJIEHHE HavaTo ¢ 1-X CYTOK KU3HU,
OHAKO B CBA3U C OOJBIINM KOJUYECTBOM 3aCTOIHOTO
OT[eIsIeMOT0 II0 30HAY B BUIE TEeMHO-3€JIE€HOI Keauu



pebeHOK TIepeBelileH Ha IapeHTepajJbHOE IIHUTaHUE.
B BospacTe 8 cyTOK 'KU3HU PEOEHOK IJIA MaJbHEHIIIero
JeueHUs OBLI IIepeBelleH B OTAeJIeHNe peaHuMaluud u
uHTeHCUBHOII Tepanmuum Ne 2 IlepmHaTaJabHOTO IIEHTPA
T'KB Ne 24. CocrosiHre MpU IOCTYILJIEHUN TAKeJIoe, CTa-
6unbHOe. TAKecTb cCOCTOAHNA 06YCIOBIEHA NBIXATETHHOMN
HeJOCTaTOYHOCTHIO Ha (I)OHe TedyeHusd IHEeBMOHNM, KJINHIM-
KOl HEKPOTUBUPYIOIIETO SHTEPOKOJINTA, HEBPOJIOTUUE-
CKOM CUMIITOMATHUKON B BHU€ BBIPAKEHHOI'0O CHHIpPOMAa
YTHETEHUs, HEJOCTATOYHOCTHI0O KPOBOOOPAIIIEHU A, BPOIK-
IeHHBIMU TOPOKaAMU Pa3BUTHA (He3apalleHUe TBEePIOTO
uéba). Ha MBJI, saBucumocts ot Oy 30% . ITo xemymou-
HOMY 30HAY €IMHUYHBbIE MPOKUIKNA OKVCJIEHHOU KPOBHU.
JHTepaIbHOE TUTAHNE He moaydana. Koka 1 camsucTbie
obosouku OsegHBIe Ha cepoMm (oHe, uncthie. Typrop
TKaHeN yI0BJEeTBOPUTENbHBIN. OTeKN HA KOHEUHOCTAX,
aune, markue, g0 II crenenn. CumMmToM 0JIeIHOTO IATHA
menbIne 3 ¢. [IynmouHasa paHKa STUTeIN3UPOBaHa, YUCTad,
cyxad. IlepuymMOuankalbHBIN BaJWK He W3MeHeH, V.
umbilicalis e mambmupyercs. I'emopparmdyecKuii CuH-
IPOM KynupoBaH. KPpOBOTOUMBOCTH CO CIUBUCTHIX 000JIO-
YeK M MEeCT YKOJIOB HeT. PaciesinHa TBepAoTo U MATKOTO
HEOa. [leBouKa BsJas, yTHETeHA, HA OCMOTD pearupyer
IIOBBIIIIEHWEM MBIIIIEYHOI'0 TOHYyCa, M3MEHEHMEM DPHUTMa
YCC, mpixaHusd, riasa OoTKpbiBaeT. IloBbIllIeHUME JBUTA-
TeJIbHON aKTHUBHOCTH IIPU CKOILJIEHMUM MOKPOTHI. I'osioBa
OKpYTIJIOil (DOPMBI, OOJIBIIION POAHUYOK 2X2 CM, IIIBBI
coMKHYTHI. KocTu yepena mioTHbIe. 3pauKU PACIIINPEHEI,
D=S; ¢oTopeaxiiua coMHUTeNbHasA. ['OpUBOHTAIBHBINA
HUCTarM mpu Harpyske. CaMoCTOATeJIbHOE IbIXaHUE
HeperyJasapHOe, TpyAHaA KJeTKa UJINHApUUYecKad,
CUMMeTpUYHaA. OKCKYPCUSA TPYLHOIN KJETKU TOCTATOU-
HadA. [[pIxaHVe pPaBHOMEDPHO IIPOBOAUTCS BO BCE OTHE-
JIBI, JKECTKOe, 60JIbIII0e KOJTUUYECTBO IPOBOAHBIX XPUIIOB,
13 TPaxeoOPOHXUAJLHOTO [epeBa OTHAEISIeTCS CKYIHOe
KOJIMUECTBO CBeTJI0N MOKpOTHI. Ilynbc Ha mepudepuue-
CKUX cOoCyZax ompesnensaca. TOHBI cepAIia IPUTJIYIIIEHE,
mryM He BBICJayInuBaerca. basoserit purm YCC 160-170
yZapoB B MUHYTY, Ipu OecmokoiictBe mo 190 B mMuH.
JKuBoT mpaBmiBHON (DOPMBI, MATKWI, B3AYT, IajbIia-
nuu goctymneH. IleTnm KullleYHUKA He KOHTYPUPYIOTCA.
ITepucransTuxa ociaabaena. Ileuens +3 cM, KOHCUCTEH-
MU IJIOTHO-9JacTUUeCKasi, Kpai octpbiii. CeseseHka +2
cm. Crysa Ha MOMEHT ocMoTpa He ObLI0. Ilo 2Kemymou-
HOMY 30HIY KUIIIeYHOEe cofep:Kkumoe. MouencnycKaHue
caMmocToATe bHOEe. Moua cBeTI0-)KeaTad.

HecmoTpa Ha peXuUM HOPMOBEHTHJIAIUU IIPU IIPO-
BepeHun VBJI, monbITKY IepeBofa Ha CaMOCTOATEIHLHOE
JAbIXaHNe yCIIeXOM He YBEeHYaAJICh B CBA3M C PAa3BUTHEM
IJIUTEeNbHBIX amrHoa. Obpariano Ha ce6s1 BHUMAHUE, YTO B
TeueHNe MecAlla COXPAHAINCH PEIUIUBUDYIOIINE JKeTy-
mouHble KpoBoTeueHusi. K 1 MecAIy ymaioch paciuIinpuTh
00'b€M Pa30BOTO KOPMJIEHHUS TOJBKO M0 8 Mj. B HeBpo-
JIOTUUECKOM CTaTyce IIpeobJiafiajl CHUHAPOM YTHETEeHUSA
(puc. 1). B TreueHnne Bcero nepuoia HaOIIOeHUA CTYJI ObLIT
TOJIy4eH TOJBKO IIocje Kau3Mbl. Ha 0030pHOIT peHTTre-
HOTpaMMe ODPIOIITHOM IIOJIOCTH OTMEYaINCh PACIINPEHUE
rneTejb KAIIEYHNKA, KOHTPACTUPOBAHKE IIeTe/Ib IPEeuMY-
I[eCTBEHHO TOJICTO# KUIKU (puc. 2).

YuursiBasd momo3peHNe Ha IOPOK PasBUTHUS MO3TA,
B BodpacTe 1 mecdArm 6 cyT B yciaoBusaxX MOPO30BCKOM
OT'KB mnpoBeieHa AuarHoCTUYeCcKasd MAarHUTHO-PE30-
HaucHasa Tomorpadusa (MPT), mpum KoTopoil BBIABJIIEHA

Puc. 2. Penrrenosornueckas KapTuHa JBYCTOPOHHEIl IHEB-
MOHWM, THCKOBHMIHBIH aTejeKTa3 IIPaBOTO JIETKOIO; pac-
MpeHue MMeTeJb KUIIeYHNKA; KOHTPACTHPOBAHBI T/ Ipe-
MMYIIEeCTBEHHO TOJICTON KUIIKH.

MP-kapTuHa egUHWYHOTO MEJKOTO oOUara WIIEMHUU B
TajamMyce, a TaKiKe ABYX MEJKHUX 0YaroB HUIIEMUU B
0eJioM BeIllecTBe JJOOHOM 0JU cJieBa (COOTBETCTBYET Kap-
THHE JJaKYHapHOT'O WMHCYJbTa B 0acceiiHe IeHTPAJIbHBIX
U KOHEUHBIX BETBeIl JIeBOI cpefHEI MO3rOBOU apTepuu),
MHOJKECTBEHHBIX 0YaroB IJIN03a, BEPOSATHO, BCJIEACTBUE
nepuHaTaNIbHON T'MIIOKCUY.

B Bospacte 1 mec 16 gHell B CBA3U C JJIUTEJIHHO
coxpaundampiieiica MBJI-3aBuCcUMOCTHIO, TUIIOTJIMKEMUENH
oCyIllecTBJIeHA TaHAeMHas Macc-cueKktpomerpus (TMC)
Ha HacJeJCTBeHHBLIE 00JiIe3HM OOMEHa — MAaTOJIOTHUU He
BBISBJIEHO.

B Bospacre 1 mec 26 gHeii peGeHOK ITOBTOPHO OCMO-
TpeH TeHETHKOM, IPOBENEH MOJEKYJIAPHO-TeHETHUYECKUH
aHaJInN3 KOAUPYIOIIel mocaegosareabuoctu reua PHOX2B
U BBIABJIEH paHee ONWCAHHBINA NATOTEHHBIN BapUaHT
c.722_759del38 [8, 9].

B munamumke cocrosiHue peGeHKa OCTABaJIOCh HECTa-
OMIBHBIM. [[Ba’KIBI OTMeUasach OTPHUIIATEIbHAA IUHA-
MUKAa IIPU IOMBITKE HapPAIUBAHUA SHTEPAJIHHOTO 00beMa
KopMJeHUs B Bospacte 2 mec 15 nmeit u 3 mec 14 cyTok
B BUJl€ PEIUIUBUPYIOIIETO JKEeJTYyAOYHOTO KPOBOTEUEHUS,
HapacTaHUA KINHUKYU WHQEKIIMOHHOTO TOKCUKO03a, IOAB-
JIeHUs OOJIBIIIOTO0 KOJUUYEeCTBA TEMHON Keauu U KUIIeU-
HOTO COJEP’KMMOTO II0 OTKPBITOMY KEJIYJOUHOMY 30HIY.
B cBaA3u ¢ aTUM peOEHOK ABaKABLI IEPEBOJUIICA B OTAEJE-
Hue xupypruu HoBopokAeHHBIX III'KB Ne 13 mm. H.D.
dunarosa, rae ObLIa IPOBEJEHA JATAPOCKOIIMYECKAsA IO~
aTa)KHas MOCJOIHAaA OUOICUA TOHKOM U TOJICTOM KUIITKU.

ETK1U U3 IIPAKTUKN
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ITo pesysnbTaTaM T'MCTOJIOTMYECKOTO 3aKJIOUEHUS BO BCEX
6romTaTax OTCYTCTBYIOT ME)KMBIIIIEUHLIE TAHTJINN, IIPHU-
CYTCTBYIOT [Ba HEPBHBIX CTBOJINKA, MBIIIEYHBIE BOJIOK-
Ha IUPKYJATOPHOTO CJIOSA TOHKONH KUIIKU C BaKyOJIHHOM
nuctpodueil, TAHTJINKA B MOACIUSUCTON 00OJIOUKE TaKIKe
OTCYTCTBYIOT. B CBSI3W C 9TMM OIEpPATUBHBLIE BMEIIATEb-
CTBa IO MTOBOJAY YACTUYHOU KWIIEYHON HEIPOXOTUMOCTHU
OBLIN TIPUBHAHBI HEIeJIecO00PasHbEIMU. PeKOMeHJOBAHbI:
OYHCTUTEJbHBIE KJN3MBI 2 pasa B [eHb, 9HTEpPaIbHOEe
MUTaHNE B TPODUUIECKOM 00BEME.

B BospacTe 4 mec 8 cyTOoK peOeHOK OBLI IlepeBe-
JeH B HAYUYHO-IPAKTUUECKUHN I[EHTDP CIEeIUaJIu3upo-
BaHHOW MEIUITMHCKOU mmoMmoInu aetaMm um. B.®D. BoiiHo-
SlceHenKOTO C [MATHO30M: CHHAPOMAIbHAA (hopMa MHOKE-
CTBEHHBIX IOPOKOB PAa3BUTHU (CHHAPOM BPOIKJEHHOM I[eH-
TpaJabHOU runoBeHTUNIATINN; BI'; mosTHAaA paciesinHa TBep-
moro HEOA). eHepanuszoBanHaa MHPEKIUA (THEBMOHUA,
HEKPOTU3UDPYIOINH SHTEPOKOJUT, Kauauzxos). Ilocaexn-
cTBUA runoKcudeckoro mopaskenus [ITHC, HeoHarasbHbIE
cymoporu (kynupoBaubl). Kiaccuueckas dopma BJII,
Taxenoe TeueHme. OTKPBITOE OBaJbHOE OKHO 1,9 Mwm;
OTKpPBITHIHN apTepuaiabHblil mpoTok 1,5 mMm; HK I creme-
HU. AHEeMUsA CMEIIaHHOro reHe3a. ATpodus 3pUTEIHHOTO
Hepsa OS. Hegonorrennocts 34—35 Hefesb.

3akJaroueHue

HecmoTpsa Ha KpailiHe peIKyI0 BCTPEUaeMOCTb aH-
HOTO 3a00JIeBaHUS, IeJeCO00PA3HO MCKJIIYATh CUHIPOM
CBLT ¢ BI' (curapom Xangmama) y geTell mepBOTO Toja
JKUB3HU, TJIUTeJbHO HaxomAmmuxcsa Ha VBJI, co cHuKeH-
HO¥l TOJIEPAHTHOCTBHIO K SHTEPAJbHOMY NMUTAHUIO, PEIU-
IUBUPYIOIIAM HEKPOTU3UPYIOIIUM
IVHaAMUYECKOU KUIIeYHON HEeITPOXOAuMOCThI0. [ly1a aToro

9HTEPOKOJUTOM,

HeoOXOoZMMa KOHCYJbTAIUsA TeHeTHKa. 1Ipu pelneHUn

BoIlpoca 00 06'beMe XUPYPIUUYecKOro BMeNIaTeIbCTBa Y

IeTel ¢ peruAUBUPYIONIEA KUIIIeUHON HEMTPOXOAUMOCTHIO

PeKOMeHyeTcsA IpeJBapUTeIbHOE IPOBeJeHNe OUOICUU

CTeHKM KHIIeYHWKa. OJTO I[O3BOJUT OBICTPEE DeInaTh

BOIIPOC O HAJIOKEHHUHN TPaxeoCTOMBbI 1 YMEHBIIUTH 00BbeM

XUPYPrudeCKUX BMEIaTeJIbCTB Ha KUIIIEUHUKeE.
dunancuposanue u KOHGAUKM UHMeEPeECcO8: ABMO-

pvl cmamobu nodmeepdunru omcymcmeue QUHAHCOBOLL

noddepicku uccnedo8anus U KOHMJIUKMA UHMEPecos, 0

KOMmopuvLX Heo6x00UM0 CO0OUWUMD.
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