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PE3IOME

OAHUM M3 HanboAee 4acTO aCCOLMMPOBAHHBIX C BPOXKAEHHOW aTpe3nei X0aH reHeTuyeckux cMHApomos sieasieTcs CHARGE, Bkato-
YaloLWMit B cebs1 MHOXKECTBEHHbIE BPOXKAEHHbIE aHOMAAKMM C BapUMATUBHBIMKU (DEHOTUMMMYECKUMM NPOSIBACHUSIMKW. B cTaTbe npuseae-
Hbl AaHHble 06 UCTOPUM U3YYEHUS, PACIPOCTPAHEHHOCTM, STUOAOTUU U KAMHUHECKMX KPUTEPUSAX AAHHOWM NaTOAOTMM.

LleAb uccaeaoBanus. OnpeaeAnTb YacTOTY BbISIBAEHUSI U OCOBEHHOCTU KAMHMYeCKnX nposiBAeHni cuHapoma CHARGE y aeten
C BPOXXAEHHOW aTpe3unei XoaH.

Marepuan u metoabl. Ha 0cHOBe AaHHBIX AUTEPATYPbl M COBCTBEHHbIX MCCAEAOBAHWIA NMPUBEAEHBI OCODEHHOCTM KAMHUYECKUX NPO-
saBAeHnin cuHapoma CHARGE y aeTeit C BpoXXAEHHOM aTpe3uneit XoaH.

Pe3yAbTaThl. ACCOUMaLMS NOPOKOB Pa3BUTUS, KOTOPasi B BOABIIMHCTBE CAyYaeB MMEAA ABYCTOPOHHIOIO AOKQAM3ALIMIO, BbiSIBAEHA
y 27(18,8%) NauMeHTOB C BPOXAEHHOM aTpe3uneit xoaH. Y 20 AeTei NpoBeaeH aHaAM3 Ha HaAuuue MyTaunn CHDZ meToAoM cek-
BEHMPOBaHMS, Mpu 3Tom myTaumn CHDY BbisBAeHbl Y 18 (90%) naumneHToOB, YAOBAETBOPSIOWINX KAMHUYECKUM KPUTEPUSIM CUH-
apoma CHARGE. OtcytctBune myTaumi rena CHDZ y oCTaBWIKMXCS MAUMEHTOB CBUAETEALCTBYET O FeHETUHeCKOW reTeporeHHo-
CTWU AQHHOTO CUHAPOMA.

3akatouenue. BoiseaeHne cuHapoma CHARGE y aeTeit ¢ BpoXkAeHHOW aTpesmeit XoaH MMeeT BOAbLIOE KAMHWMYEeCKOe 3HaYeHne, Mo-
CKOAbKY CBOEBPEMEHHasl AMarHOCTMKA M KOPPEKLIMS APYFrOM NaTOAOIMU MUHUMU3NPYET LWAHC OCAOXKHEHWIA MPKU NPOBEAEHUM XM-
PYPrUHYEeCKOro A@HeHUst U NO3BOASIET CPOPMMPOBATb MHAUBUAYAAbHYIO MapLIPYTM3aLMIO NALMEHTOB AASI A@YEHNS M peabuAMTaLMN.
[MoaToMy 0bCAeAOBaHME M BEACHWME A€Tel C BPOXKAEHHOW aTpe3nein XOaH, aCCOLUMMPOBAHHOM C APYrMMM MOPOKaMM Pa3BUTHUS,
AOAKHO OCYLIECTBASITbCS Ha OCHOBE MEXAMUCLIMIAMHAPHOIO MOAXOAAQ.

KaroueBbie caroBa: BpoxaeHHas aTpe3nsi xoaH, cuHApom CHARGE, aetn.
NH®OPMALIMA OB ABTOPAX:
Korosa E.H. — https://orcid.org/0000-0002-0318-7179, e-mail: enkotova@yandex.ru

Boromuibckuit M.P. — https://orcid.org/0000-0002-3581-1044
ABTOp, OTBeTCTBeHHbII 3a nepenucky: Korosa E.H. — e-mail: enkotova@yandex.ru

KAK IUTUPOBATD:
Kotosa E.H., bBoromuibckuit M.P. Cunnpom CHARGE y neteii ¢ BpoxIeHHOI aTpe3ueii XoaH. Becmuuk omopurHoaapureosoeuu.
2022;87(3):7—12. https://doi.org/10.17116/otorino2022870317

CHARGE syndrome in children with congenital choanal atresia
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ABSTRACT

One of the most commonly associated genetic syndromes with congenital choanal atresia is CHARGE syndrome, which includes
multiple congenital anomalies with variable phenotypic manifestations. The article presents data on the history of the study, prev-
alence, etiology and clinical criteria of this pathology.

Objective. To determine the frequency of detection and features of clinical manifestations of CHARGE syndrome in children with
congenital choanal atresia.

Material and methods. Based on the literature data and our own research, the features of the clinical manifestations of CHARGE
syndrome in children with congenital choanal atresia are presented.

Results. The association of malformations, which in most cases had bilateral localization, was detected in 27 (18.8%) patients
with congenital choanal atresia. In 20 children, the analysis for the presence of the CHD7 mutation was carried out by sequenc-
ing, while CHD7 mutations were detected in 18 (90%) patients meeting the clinical criteria of CHARGE syndrome. The absence
of mutations of the CHD?Y gene in the remaining patients indicates the genetic heterogeneity of this syndrome.

Conclusion. The detection of CHARGE syndrome in children with congenital choanal atresia is of great clinical importance, since
timely diagnosis and correction of other pathology minimizes the chance of complications during surgical treatment and allows
for the formation of individual routing of patients for treatment and rehabilitation. Therefore, the examination and management
of children with congenital choanal atresia associated with other malformations should be carried out on the basis of an interdis-
ciplinary approach.
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BBeaenue

Bpoxxnennast atpesust xoaH (BAX) Briepsbie oncana J.G. Ro-
ederer B 1755 1. [1], oHa npeacTaBiseT cO00i MOPOK pa3BUTUS
C OHOCTOPOHHUM WJIH ABYCTOPOHHUM 0Opa30BaHUEM KOCTHOM
WJIM TIePEeTIOHYATOM ITePErOpOIKY MEXKIY HOCOM U IJIOTKOM. Ts1-
JKECTh COCTOSIHMS IeTeii ¢ JaHHOM MaToJIOTUEl ONpenesieTcst
He TOJIBKO CTETIEHbIO HAapyIIIeH!sI HOCOBOTO IbIXaHUsI ¥ BO3pac-
TOM OOJILHOTO, HO ¥ HAJTMYMEM COITYyTCTBYIOLIEH TATONIOTHH. AC-
COLIMMPOBaHHBIE TOPOKM Pa3BUTHSI OTMedaroTcs y 49 % nareH-
ToB ¢ BAX [2]. HecunapomaiibHast aTpe3ust XoaH OObIYHO HOCUT
crniopagnyeckuii xapakrep [3]. CortacHO TaHHBIM JINTEPATYPhI,
Ha 5000—8000 HOBOPOXKIEHHBIX TPUXOAUTCS OAUH caydaii BAX
[4]. OnHako npuBeIeHHBIC CTATUCTUUECKHUE TaHHbIE MOTYT ObITh
HEIOCTaTOYHO MOJIHBIMM, TaK KaK OTHOCTOPOHHsIsI BAX MoxeT
OCTaThCsl BHE BHUMaHMs Bpaya-OTOPUHOIAPUHIOIOra, KpoMe
Toro, BAX He BKJItoUeHa B KPYT MOIeXalMX 00s13aTeIbHOMY
yuety aHoMmanuii [S]. HecMOTpst Ha OTHOCUTEILHO PeIKOe BbI-
SIBICHUE, CPENT BCEX IIOPOKOB PAa3BUTHUST HOCA M OKOJIOHOCOBBIX
mazyx BAX siBisieTcst HanboJiee 9acToii HO30JI0THei, ITO TTOBO-
Iy KOTOPOi1 IPOM3BOISAT OIepaTUBHbIE BMelaTeIbcTBa [6—10].
IIpu 3TOoM onmcanue BAX Kak CMHIPOMaJIbHOM MaTOJIOTMH HO-
cut kazyuctuueckuii xapakrep [11]. ITo nannbiM H. Kurosaka
(2019), cyecTByeT o MeHblIei Mepe 49 CUHIPOMAaJIbHBIX 1a-
TOJIOTMIA YeJIoBeKa, B KOTOpbIX BAX siBJIsieTCst XapaKTepHBIM he-
HOTUITMYECKUM Tpu3HaKoM [12]. JluarHocTrKa HaCaeACTBEH-
HOI ITATOJIOTMH MPECTaBISIeT ONpeie/IeHHbIE TPYIHOCTH, CBSI-
3aHHBIE B IIEPBYIO OYepeib C MHOr000pa3reM HO30JI0TMIeCKIX
(opm HacieIcTBeHHBIX 60JIe3Hel, KaxkIast 3 KOTOPBIX XapaK-
TEPU3YeTCsT TOTUMOPGU3MOM KITMHUIECKUX MTPOSIBIICHUI, He-
PEIKO MOJMCUCTEMHOCTBIO TopaxkeHusT. HeT HU oHOM KITMHK-
YeCKOI CIeIMaIbHOCTH, B CIIEKTP MHTEPECOB KOTOPOIl He BXO-
ITA OBl HaCJIeICTBEHHbBIE 3a00JIeBAHUSI.

B 2019 r. wieHamu MexayHapoaHO reauaTpuyeckKoi
rpynmsl (IPOG) BriepBbIe TpoBeaeHa MOMNbITKA BEIPAOOTKHU
KOHCEHCYCHOT'O COIVIAIlIeHMsI TI0 TUAaTHOCTHKE 1 TeueHnio BAX.
JlaHHBIIA JOKYMEHT ITOATBEPIUII AKTYaJIbHOCTh BOITPOCOB BhISIB-
JIEHUSI U JICYEHMST aTPE3UU X0aH Y I€Teil U OTpa3uJI CyILEeCTBY-
IOIIMe Ha CETOMHSIIHUIA MOMEHT IIPOOJIEMBbI, B TOM YHCJIe OT-
CYTCTBHE IIeJIeHAIIPaBICHHOTO 00CIeIOBaHMsI ITAIIMEHTOB ISt
BBISIBJIEHMSI I KOPPEKIIMU COMYTCTBYIOIIE BPOXKISHHOM Ma-
tojoruu [13].

Cpenu Bcex TeHeTUYECKUX CUHIPOMOB, aCCOLIMMPOBAH-
HbIX ¢ BAX, HanbGouee yacto Bctpeuaercs cuHapoM CHARGE,
BKJTIOYAIOIIUIA B €051 MHOXKECTBEHHBIE BPOXKICHHbIE aHOMa-
JINY ¢ BBICOKOI BaprabeIbHOCThIO, TTOJTHBINA (HDeHOTUITYE-
CKUIl CIIEKTP KOTOPOTO ONPEAesIeH TOJBKO MOCIe BBISIBICHUS
B 2004 r. nprurHHOTO reHa. YacTora BhISIBJICHMSI €T0 MyTaluit
BapbUpPYeT, IO TaHHBIM Pa3HBIX aBTOPOB, oT 7 1o 60% ciyva-
eB arpe3uu xoaH [14]. ITo naHHbIM uccaenoBanust Kanaackoit
neauaTpuuecKkoi HabmoaareabHoi nmporpammbl (CPSP), Hau-
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GoJIbIIIast YaCTOTa BBISIBJICHUSI TAHHOTO CUHIPOMA COCTaBMJIa
1:8500 HOBOpOXIEeHHBIX [15].

[lepBble MALIMEHTHI ¢ CHHAPOMOM, ITO3[HEe Ha3BaHHBIM
CHARGE (OMIM 214800), orucansr B 1961 1. [16]. B 1979 .
nBa He3aBUCUMbIX KiuHuuucta B.D. Hall u H.M. Hittner co-
OOIIMIIM, YTO KOJIOOOMA, aTpe3rst X0aH U BPOXKICHHBIE IIOPOKK
cepiia HabMoAaIUCh Y HECKOJIbKUX MateHToB [ 17, 18]. [ToaTo-
MY CUHIPOM TaKXe Ha3blBalOT CUHAPOMOM XoJlJIa—XUTTHepa.
B 1981 r. R.A. Pagon 1 coaBT. mpe1yioXuv Ha3BaTh TaHHOE CO-
yeranue aHoManuii akponuMom — CHARGE-accounanueit
[19]. B naHHOM akpoHUMe 3aludpPoBaHbl MepBbie OOJbIINE
nuarHoctuyeckue kputepuu: C — coloboma of the eye — Ko-
JIoOboMa paaykKu, COCYIUCTON 000JI0UKM WK ceTyaTku, H —
heart disease — BpoxkIeHHbBII1 MOPOK cepaua, A — atresia cho-
anae — aTpesusi xoaH, R — retarded growth and retarded devel-
opment and/or CNS anomalies — 3aaep>Ka pocTa U pa3BUTUS
u/unu anomanuu LITHC, G — genital hypoplasia — runoruiasus
reauTamuii, E — ear anomalies/deafness — aHomaimuu pa3Bu-
THSI YITHON PAaKOBUHBI Y/ WJIU TJIyXOTa.

B 1998 r. K.D. Blake u coaBT. npeacTtaBuiv 60JbllIKMe U Ma-
JIbIe TMarHOCTHYECKUE KPUTEPUH, HA OCHOBE KOTOPBIX IPEIIO-
keHo BeineauTb CHARGE-accouumaiyio B CMHIAPOM MPU YCIIO-
BMY BBISIBJICHVS €IMHOW TIPUYMHBI T BCEX YKa3aHHBIX aHO-
manuii [20]. B 2004 r. A. Verloes npeaioxusl TepMUH «CUHAPOM
CHARGE» 1 cBOI1 BapraHT IMarHOCTUYECKUX Kputepues [21].

B Tom xe 2004 r. L.E. Vissers u coaBT. 0OHapy>KUJIU FeHETH -
yeckylo npuunHy BosHukHoBeHus1 cuHapoMa CHARGE. Jloka-
3aHO, YTO 32 BOSHUKHOBEHUE aHOMAJINIA, OTHOCSIIUXCS K Tra-
THOCTUYECKUM KpuTepusiM, oTBevaeT re JIHK-cBsizaHHOI Xpo-
MoaoMeHHoI xeaukasel 7 (CHD7) [22]. C oTKpbITUEM MyTaLIUiA
BreHe CHD7cunapom CHARGE otHecnu kK aucMophuyecKum
CHHIPOMaM, T.€. XapaKTepHBIM HabopaM MPUIMHHO-CBsI3aH-
HbIX aHoManuii. B Hactostiee Bpemst cunapom CHARGE mo-
JKeT OBITh TAKXKE TUATHOCTUPOBAH C IIOMOIIIbIO MOJIEKY/ISIPHO-
FEHETUYECKOTIo TecTa — onpeaeaeHust Mytauuii B rene CHD7,
KOTOPBII JIOKAJIM30BaH B 8-i1 XpOMOCOMe YeJIoBeKa U COCTOUT
u3 38 9k30HOB [23]. CHD7 MoxeT 00pa30BbIBaTh KOMILICKChI
¢ pa3IMYHbIMU GekaMu. OMHUM U3 TTPUMEPOB SIBJISIETCST ACCO-
tuanuss CHD7 ¢ PBAF, Kotopblii HEOOXOAUM MUTpALIMU KJie-
TOK HEPBHOTO IpeOHs [23], 4TO coracyeTcs C pearnoIoKeH -
SIMU O MEXaHU3ME Pa3BUTHSI BPOXKIEHHBIX N€(HEKTOB MPU CUH-
npome CHARGE, kak npu npyrux Heiipokpucronatusix [24].

IMocrne aHanM3a TaHHBIX 0 HEHOTUITMYESCKUX TIPOSIBJICHM -
sIX y odcrienoBaHHbIX ¢ MyTanueit CHD7J.E. Bergman u coaBT.
MPEUTOXIIN YYUTBIBATh KPUTEPHUU, TIpeiokeHHbIe A. Verloes
u K.D. Blake. B utore B HacTosi1iee BpeMsi BBIIC/ISIIOT OCHOBHbBIE
(GoJIbLLIKE) U TIOTIOJTHUTEIbHbIC (MaJIble) KPUTEPUU TSI KIIMHU-
yeckoit nuarHoctuku cuHapoma CHARGE [25]. K 6onbiium
KPUTEPUSIM OTHOCSTCS: KOJTIOOGOMa pamyskKKH, COCYIMCTON 060~
JIOUKU uiu cetyaTku, BAX, aHoManuu Hapy>KHOTo yxa (Tpe-
yrojibHasi WM Yalreoopa3Hasi yIrHast pakKoOBUHA), TUCHYHKIIMS
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yepernHbIX HepBOB. K MajbIM KpUTEPUSM OTHOCSTCS: paclie-
TJIeHUE TYObI M/WJIM MSTKOTO HEGA, TMIIOTOHAIOTPOIHBII TUITO-
TOHAJIM3M UJIM aHOCMUSI, BPOXKIEHHBII MOPOK Ceplia WM Tpa-
XEOMNUILIEBOIHBIN CBUILL, 3aIepKKa YMCTBEHHOTO Pa3BUTHS, 3a-
JepkKa pocta U (hU3MYeCKOro pa3BUTHSI, POJCTBEHHUK C OMTHUM
OOJIBILIMM WJIW ABYMSI MaJIbIMU KpuTtepusamu. Hanuuue 3 60J1b-
LIMUX WK 2 OOJBIIMX 1 1 Majoro KpuTepus SIBJISIETCSI OCHOBA-
HUEM JJISl YCTAaHOBJICHUS KIMHUYECKOTO IMarHo3a CUHAPOMa
CHARGE u HanpaBieHMs MalMeHTa K TeHETUKY JIJ1s1 TTPOBEIe-
HUS MOJIEKYJIIPHO-TEHETUUECKOTro aHanu3a Ha mytauuio CHD?7.
I1pu BbIsIBIEHUU 2 OOJBILIUX WM 1 O0JIBLIOrO U 1 Majoro Kpu-
TepHus B KaYeCTBE MOIMOTHUTE]bHON TMAarHOCTUKU PEKOMEH -
IyeTcsl poBeicHe KOMIbIOTEPHOI TOMOrpacuu BUCOUHBIX
KOCTe — U MPU BbISIBICHUU aHOMAJIMU Pa3BUTUS TTOTYKPYK-
HBIX KAHAJIOB TAaKXKe YCTAHABIMBAETCS KIMHUYECKUIA TUArHO3,
a MalyeHT HampaBisgeTcsl K TeHeTUKY JUISl TPOBENEeHUST MOJie-
KyJIIpHO-TeHEeTUYeCKoro aHajau3a Ha Mytauuio CHD7. B ciy-
yae OTCYTCTBUSI aHOMAJIMU MOJYKPYKHBIX KAHAJIOB PEKOMEH-
IyeTcsl KOHCY/IbTallMsl TeHETUKA C LIEJIbI0 UCKIIOUEHUs MHOM
CUHAPOMAJIbHOM MAaTOJIOTMH.

BaxxHo, uto eiie A. Verloes onucan BO3MOXHOCTb HaJIU-
YUsl CTEPTHIX WJIM HETIOJIHbIX, & TAKXKE aTUMTUYHBIX (hOPM CUH-
npoma ¢ 6osiee MSITKUM (DeHOTUIIOM, YTO B JaJIbHEMIIIEM Ha-
11IJI0 CBOE MOATBEPXKIAEHUE: IIPU ONPeeJIeHUN MyTallu1 B TeHE
CHD7y nauyeHTOB BbISBIISIOCh MEHbILIEE KOJUYECTBO OCHOB-
HbIX KIMHUYECKUX XapaKTePUCTUK CUHApoMa. TakuM ob6pazom,
cunapoM CHARGE — upe3BbluaitHo BapuabebHbI KIMHU-
YecKuii cuHapoM [21, 25, 26].

Llenb vccnenoBaHUsI — OMPENEaUTh YaCTOTY BbISIBICHUS
¥ 0COOEHHOCTU KJIMHUYeCcKUX rposiBieHnii cunapoma CHARGE
y IeTeli ¢ BpOXXKIEHHOM aTpe3ueid XoaH.

MaTepMaA U METOAbI

Hacrosiee ncciaenoBanue nIpoBeieHO B KIMHUKE Kade-
IPbl OTOPUHOJIAPUHIOJIOIMU ITeIUaTPUIECKOTo haKyibpTeTa
DI'AOY BO «PHUMY um. H.U. [Tuporosa» Munzapasa Poc-
cuu: 3a nepuon ¢ 2002 o 2018 r. mox HaOJIOIEHUEM U HA XU-
pypruyeckoMm JIeUeHUM Haxonuiauch 144 pebeHka B Bo3pac-
Te oT 1 Mec 1o 17 neT u3 pa3Hbix peruoHoB Poccuu ¢ nuarHo-
30M BPOXIEHHOI aTpe3ny XoaH, u3 HUX 93 (64,6%) neBouku
u 51 (35,4%) manpuuk. Kputepun BKIIOYeHUST: AeTH 10 17 et
C BPOXKIEHHOM aTpe3reil X0aH, MOATBEPXKIACHHOM 110 TaHHBIM
SHIOCKOIWHM 1/ WJIN KOMITBIOTEPHOI TOMOTpadUH MOJIOCTH HOCa
U1 HOCOIJIOTKM, UMEIOIIME COMYTCTBYIOIYIO BPOXKIEHHYIO MaTo-
sioruto. Kputepuu UCKIIOYeHMST: BO3pacT aeTeii oosee 17 ner,
MaLMeHTHl ¢ M30JMPOoBaHHO BAX 1 0TCYTCTBHEM COITYyTCTBY-
FOIIMX AHOMAJIUI pa3BUTHSI.

BceM meTsIM ¢ coyeTaHHBIMU aHOMATUSIMM Pa3BUTUS
(76 (52,8%) mamueHTaM) MPOBEACHO MEIMKO-TeHETUYECKOe
o6cenoBaHre ¢ IPUMEHEHNEM KJIMHUKO-TeHealOTnIeCKOro
MeTOoJla ¥ COCTaBJIEHUEM POIOCIOBHOM, BHIIIOJHEHUEM IIUTO-
TeHETUYECKOI0 MCCIIEIOBAaHMS Y IETe ¥ UX POIUTENIeld, aHa-
JIN30M KapHOTHUIIA, YI€TOM XPOMOCOMHBIX abeppalluii 1 JaH-
HBIX KOMITBIOTePHBIX UMb epeHIIMATbHO-TMAaTHOCTUIECKIX
MPOTPaMM I10 TeHeTuKe. [IpoBeeHe MeIMKO-TeHETHYECKOTO
00cIenoBaHuUs y HAIIMX GOJbHBIX BKITIOYAIO B Ce0sT HECKOJIb-
KO 3TafnoB, B TOM YMcJe KOHCYyJbTauulo reHeTnka B PIIKDB
DI'AOY BO «PHUMY um. H.U. [Tuporosa» Munznapasa Poc-
cum i B DI'BHY «Meanko-reHeTHYeCK1ii HaydHbIi LIEHTP
uM. akaa. H.I1. boukoBa» MunoOpHayku Poccuu, Takxke BbI-
MOJTHEHA OlleHKa JaHHBIX TeHETUYEeCKUX UCCIeNOBaHUIA, TIpe-
NOCTaBJICHHBIX C MECTa KUTEIbCTBA.
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Ha repBoM 3Tarne neTsiM Ha3HaYaIu OOIIEeKIMHUISCKIE
HCCIIENOBAHMS M KOHCYJIbTAIlMM CIEIMATUCTOB IIPU 0OHa-
PYKEHHMU ITaTOJIOTUU CO CTOPOHBI APYTHUX OPIaHOB M CUCTEM:
00s13aTeJIbHO KOHCYJIbTAllMM KapAuoJora, HeBpojora u oKy-
nucta. [1o Ha3HaYeHUIO CIEMAaTUCTOB PU HEOOXOIUMO-
CTH IPOBOIMJIN TOTIOJTHUTEIbHBIE JTaOOpaTOPHbIE M UHCTPY-
MEHTaJIbHbIE UCCIIEIOBAHMSI: YIbTPa3BYKOBOE UCCICIOBAHIE
BHYTPEHHMX OPraHOB, 3JIEKTPOKapAUOrpaduio, 31eKTPOIH-
edaaorpaduio, KOMIIbIOTEPHYIO MJIM MAaTHUTHO-PE30HAHC-
HyI0 ToMoTrpaduIo, aynuojoruyeckoe obciaenoBanue. Kom-
MbIOTEPHYIO TOMOTpad1I0 BUCOYHBIX KOCTEl MPOBOMIIIH (10
MOKAa3aHMUsIM) II0 MECTY JKUTEeIbCTBA IIPU YACTUIHOM COOT-
BETCTBMU CUMITOMATHKU KIMHUYSCKUM KPUTECPUSIM CHH-
npoma CHARGE.

Ha BTOpoM 3Tarie BceM AeTSIM BBITOIHSIA KIMHUKO-Te-
HeaJIorn4ecKoe 00cieIoBaHue, MO3BOJISIIONIEe TIPU ITOAPO6-
HOM COCTaBJIEHUM POJOCTOBHOM BBISIBUTH HAJTMIKME MJTU OTCYT-
CTBUE ITOIOOHBIX 3a00J1eBaHMUIi B ceMbe. Ha TpeTbeM aTarte ne-
TSIM C MHOKECTBEHHBIMU ITOPOKAMU PAa3BUTHUS U OTATOIICHHBIM
CeMeHBIM aHAMHE30M IIPOBOIVIIM IIUTOI€HETUIECKOE UCCIIe-
IoBaHUeE, BKJIIoYaloliee B ce0sT aHaIu3 KaprOTHUIIa W BBISIBIIE-
HME XPOMOCOMHBIX abeppaltuii. JlaHHBIA METOI TUATHOCTUKK
npuMeHeH y 63(43,8%) maiueHToB.

MoJeKyasIpHO-IIUTOTeHETUYEeCKOEe MCCIeI0BaHKe IIPOBO-
IIAJIA TI0 TIOKA3aHMSIM JIJIs1 BBISIBJICHUST KOHKPETHBIX MyTallyid
C 1LIeJIbl0 TaJIbHEMIIero yToUHeHUsl XapakTepa 3a001eBaHUs
M YCTaHOBJIEHMSI OKOHYATeTbHOTO nuarHo3a. CeKBeHpoBa-
Hue JIHK c nenbio nmoucka myrauuii B rene CHD7 npoBeaeHO
y 20 MarueHToB, KIMHUYECKHU YIOBIECTBOPSIOIINX KPUTEPH -
sam cunapoma CHARGE. JlanHoe ucciaenoBaHue mpoBeaeHO
npeumyliiecTBeHHO Ha 6aze ®T'BHY «MI'HIl» Ha cekBeHa-
Ttope HoBoro 1nokoJyienus: (ION PGM Ststem/Ion 55). Ananus
BBIITOJIHEH C MCIIOJIb30BaHMEeM KacTOMHOM naHenu «Hacen-
CTBEHHasI HECUHIPOMaJTbHAasl TYTOYXOCTh», BKIIIOYAIOIIEl BbISIB-
JIeHVe U3MEHEHWI HyKJICOTUIHOM ITOCIIeIOBaTeIbHOCTH B TeHe
CHD?7. J1nst oueHKY KJIMHUYECKOM peJIeBAaHTHOCTHU BBISIBJICH -
HBIX BApMAHTOB UCIOJIb30BaHbl 0a3a faHHbIX OMIM, HGMD
Professional 1 naHHbIe TUTEPATYPHI.

BceM netsiM poBeieHa SHIOCKOMIYecKast TpaHCHa3aIbHask
X0aHOTOMUSI C 3NU(DAPUHTOCKONMMIECKIM KOHTPOJIEM U yde-
TOM MHAMBUIYaTbHBIX aHATOMUYECKIX OCOOEHHOCTE B cOUe-
TaHWM C MIPYMEHEHNEeM MPOTEKTOpa ¢ IUCTAIbHOMI pacIIupeH-
HOIi 30HOM, YTO MTO3BOJIMJIO BOCCTAHOBHTD aleKBaTHOE HOCO-
BOE JbIXaHUE.

Marepuaibl, MOJyYeHHBIC B XOI€ UCCISIOBaHUS, O -
BEPIHYTHI CTATUCTUYECKOI 00paboTke. CHcTeMaTU3alMs pe-
3yJIbTaTOB OCYIIECTBJIEHA B 3JIEKTPOHHBIX Tabauiax Microsoft
Office Excel 2016. CraTCTHYECKMI aHAINU3 MPOBEIEH C MC-
MoJib30BaHUEM TporpamMMbl Statistica 13.3. JInst onpeneneHust
CTATUCTUYECKON 3HAYMMOCTHU pa3Inyuii MeXIy paccMaTpu-
BaeMbIMU BEeTMYMHAMM TPUMEHSTIN Kputeprii CThloneHTa (7).
Paznuuust Mexay npu3HaKaMy CYMTaIN CTAaTUCTUYSCKM 3Ha-
yuMbIMU Tipu p<0,05.

Pe3yAbTathl M 00Cy)XXA€HUE

N3 76 (52,8%) nereii ¢ BAX, accoliMmpoBaHHOM ¢ IPyTu-
MM TIOPOKAMU Pa3BUTHsI, MEIMKO-TeHETUIECKOE 00CIenoBa-
HHE C KapUOTUITMPOBaHUEM IMpoBeneHo 63 (43,8%) nanyeH-
Tam. Bce pe3ysibTaThl McciIe0BaHYsI KapUOTHITa ObUTA B HOPME,
XPOMOCOMHBIE 60JIe3HU He BBIsIBIeHBI. BAX Kak cCHHIpOMab-
Hasl matosiorus npexacrasieHa B 30 (20,8%) ciydasx B HaIlIMX
HaOJIoAeHUSIX.
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Ilo pe3ynbTaTaM aHajiM3a COIMYTCTBYIONIEH BPOXKICHHOMN
narojioruu y aereit ¢ BAX cornacHo kputepusim A. Verloes
u K.D. Blake Bce mamuenTs (76 (100%) meteit) paszmeneHb
Ha aBe rpymmnbl: 1-g rpymmna — 27 (35,5%) neteii ¢ KMMHUYECKUM
murarHo3oM cuHapoM CHARGE u 2-g rpynna — 49 (64,5%)
NeTeil ¢ IPyrMMU COYETAaHHBIMU aHOMAJMUSIMU Pa3BUTHUS,
B ToM uncie 3 (3,9%) pebeHKa ¢ CUHAPOMAJIbHOI MaTOJIOTH-
eil. B 006eux rpyrnmnax npeo6amganu 1eBOYKU: B 1-i1 rpymme —
63%, Bo 2-1i rpymirie — 71,4% (p>0,1), Takoe pacrpeneieHue
I10 TOJTy B LIeJIOM XapakTepHo st BAX.

Cpeny OCHOBHBIX KPUTEPHEB KPOME aTPe3n X0aH Y HaIlluX
nauureHToB ¢ cuHapomom CHARGE nHabGmonanacek Kojioboma
cetyaTku — y 4 (14,8%) narmenToB, pamyxku — y 3 (11,1%).
Kpome kono6ombl cunapom CHARGE y naHHbIX nanueH-
TOB MOXET IPOSIBISITBCS APYTUMU O(DTaATBbMOJIOTNISCKUMU
IMOPOKaMM, B HAIIMX HAOTIONEHUSX OHU MPEACTaBJICHBI ClIe-
IYIOIUMU aHOMaIusIMK: aHodTaiaeM — y 2 (7,4%) nauueH-
TOB; MUKpodTambeM — Y 2 (7,4%); KoioboMa HIKHETo BeKa —
y 1 (3,7%); xonoboma pamykKud B COYeTAaHUN ¢ MUKPODTATb-
MoM — ¥ 1 (3,7%); yaCTUYHBII NITO3, KOPOTKUI pa3pes Ijia3
C YaCTUYHBIM OTCYTCTBHMEM Kpasi PECHMI], MUKPO(DTaIbM, CXO-
IsIIeecs: KOCorjia3ue, albOMHOTUYECKUI TUIT CTPOCHUS T1a3-
Horo nHa — y 1 (3,7%). Takum o6paszom, y 14 (51,8%) neteit
OTMEYEHBI TOPOKU Pa3BUTHSI IJ1a3.

K anomanussm Hapy»kKHOTO yXa IpH UCCIeAYeMOM CUHAPO-
M€ OTHOCST CITeHIM(bUIECKYIO TeOpMAaIIUIO YIIHBIX PAKOBUH:
TpeyrojibHasl WM Jallleoopa3Hasl yIllHasi paKOBMHA BBISIBJICHA
y 23 (85,2%) Halmx MalkeHTOB.

JuchyHKIMS YepemHbIX HepBOB B BUIIE Mapainya JUIeBO-
ro HepBa (y 1 (3,7%) peGeHKa) 1 CEHCOHEBPAIbHOM TYTOYXOCTH
w rryxothl (y 13 (48,1%) neteit) Habmonanach y 14 (51,8%)
MalMeHTOB. Bce neTH ¢ BBISIBIEHHOW CEHCOHEBPAIbHOM TYTO-
YXOCTBIO MJIU TJIyXOTO HAaXOISTCSI IO HAaOIIOAEHUEM CypIIO-
JIoTa, TI0 TTOKa3aHUSIM CIIYXOIIPOTe3UPOBaHEI.

W3 monosHUTEeNbHBIX (MaJIbIX) KPUTEPUEB y HAIIUX Ia-
LIMEHTOB BBISIBJICHBI: pacllelieHre IyObl M MATKOro HEGa —
y 1 (3,7%) pebeHka, TUITOrOHAIOTPOITHBINM TUITOrOHAIN3M —
y 1 (3,7%) pebeHka, BpoXKIeHHBII MTOPOK Pa3BUTHS Cepala —
v 9 (33,3%) neteii 1 MaJible aHOMAJIMK Pa3BUTHS Cepilia B BUIE
xopaaiabHoi nuchyHkimn —y 10 (37%) neteii, aTpe3ust myIe-
BOJIa ¢ HUKHUM TPaXeoMuIeBOAHbIM cBUIIOM — Y 1 (3,7%)
peGeHka. 3amepkKa YMCTBEHHOTO pa3BUTHs Habiomansach
y 25 (92,6%) nereii; 3anepxKa pocta U (hPU3UIECKOTO Pa3BU-
s Habmonanack B 100% caydyaeB. PoacTBEHHUK ¢ OMHUM
GOJIBIITUM WJIA IBYMSI MaJIbIMM KPUTEPUSIMU Y HAIIIMX Mallv-
€HTOB HE BBISIBJICH.

KomrbioTepHast Tomorpacdusi BACOYHBIX KOCTEl IpoBeIeHa
8 meTsiM, TUITOIUIa3Ms TIOJYKPYKHBIX KaHAJIOB, KOTOPast OIMCa-
Ha B JIUTepaType Kak OMHO U3 BOZMOXKHBIX IIPOSIBIIEHUI CHHIPO-
Ma CHARGE, He BeisiBieHa. Y 1 (3,7%) peGeHKa ¢ CHHIPOMOM
CHARGE, ogHuM U3 NposIBJIEHUI KOTOPOTO SIBJISIJIACh CEHCO-
HeBpaJIbHasl TYTOYXOCTb 110 TaHHBIM KOMITBIOTEPHOI TOMOTpa-
(buu BUCOYHBIX KOCTEii, BBISIBJICHBI TUITOILIA3MsI GapaGaHHbBIX
IOJIOCTEM 1 aHTPyMa, Cy>KeHUE KPYIJIBIX OKOH.

Taxkum 06pazom, moa HaAITUM HaOJII0EHUEM HaXOIMUIUCh
27 neteil, yIOBIETBOPSIONINX KIMHUIECKUM KPUTEPUSIM CUH-
npoma CHARGE. J.E. Bergman u coasnr. (2011). Ha ocHoBa-
HMM OLIEHKY KJIMHUYECKMX TaHHBIX 280 MallieHTOB C ITOJIOXM-
TEJIBHBIM PE3YJIETATOM MOJIEKY/ISIPHOTO-TeHETUYECKOTO TecTa
Ha myTtauuio CHD7 v cpaBHeHUs ¢ (DEHOTUITUUECKUMMU TPO-
siBJIeHUsIMM Y mauueHToB ¢ cuHapoMoM CHARGE, Ho ¢ Heus-
BeCcTHBIM cTatycoM CHD7, a TakxXKe Ha OCHOBaHUU MCClIeoBa-
HMSI TPYIIIBI ¢ MSITKUM (DEHOTUITMIECKUM CIIEKTPOM MYTalIHMiA
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CHD7npuuinu K BeiBony, uro cuHapoM CHARGE — sto nipe-
JKIe BCEro KJIMHUYECKUI nuarHos [25].

Ananu3 Ha myTtauuio CHD7 MeTonoM CeKBEeHUPOBaHUS
HOBOTO IToKoyieHUs TpoBeneH y 20 (74%) nereii, KIIMHUYE-
cku ynosiieTBopsomux kpurepusim cuaapoma CHARGE.
W3 nux myrauuu CHD7 BuisiBnensl y 18 (90%) nanueHTOB,
YTO cOrJjlacyeTcsl ¢ JuTepaTypHbIMU AaHHbIMU [25]. TTouck
myTauuii B reHe CHD7 rmokasaj y HalllMX MaluueHTOB Halu-
yue B 3-M, 4-M, 8-M, 10-M, 12-M, 13-M, 20-M, 22-M, 26-M, 31-
M U 35-M 3K30HaX MyTallUX B [eTEPO3UTOTHOM COCTOSIHUU.
ITouck MyTauuu y poauTeseil pe3yabTaTa He najl: MyTalus
y 9TUX JeTell mpou3oliia de novo, MO3TOMY CEMbU MPOUH-
GOopMUPOBaHbI O HU3KOM PUCKE MOBTOPEHUS MPU OYIYIIUX
OepeMeHHOCTsX. HacnenoBaHue naHHOro CMHApPOMaA ayTo-
COMHO-JIOMMHaHTHOE C IepeMeHHOU akcnpeccueit. OTeyT-
CTBUE MyTaluii y octaBmuxcst 10% malureHTOB CBUACTEIb-
CTBYET O TeHETUUYECKOI FeTEpOTeHHOCTH TAHHOT'O CUHIPOMA.
®enokonmuun CHARGE i CHARGE-nono6HOro cuHapo-
Ma MOTYT ObITh BbI3BaHBI XpPOMOCOMHBIMU abeppaliusiMu Uin
Bo3aeiicTBMEeM (haKTOPOB BHEIIHE! Cpenbl (TepaToreHaMu),
a He TeHETUYECKUMM MTPUUMHAMU. XPOMOCOMHbIE abeppaliun
Yy HalllUX MalMeHTOB He BbIsABIeHbI. O1UH pebeHOK ¢ heHO-
TUnuyeckumu npusHakamu cuiapoma CHARGE poxneHn
OT MaTepy € TUIEPTUPEO3OM, IPYTrOil peOEHOK — C BHYTpH-
YTPOOHOM LIUTOMETaJIOBUPYCHOM MH(MEKIIUEl, 4TO, corjiac-
HO JIMTEPAaTYPHBIM TaHHBIM, MOXET SBJISITbCS MPUYMHOM
BO3HUKHOBEHUSI MOPOKOB pa3BUTHSI, BKJIIOYASI aTPE3UIO XO-
aH u cunapom CHARGE [27].

OTMeUeHbI ClIeAYIoIIMe KIMHUKO-aHATOMUYECKUE XapaK-
Tepuctuku BAX kak nposiBnenusi cunapoma CHARGE (o
CPaBHEHMIO C TTallueHTaMu 2-ii rpynibl). Y 24 (88,9%) u3 27 ne-
Teil ¢ faHHBIM cMHApPOMOM BAX Obu1a IBYCTOPOHHEH. Y nmauu-
€HTOB 2-1i 'PYIIbl ABYCTOPOHHUIA XapaKTep MOPaKEeHUs a1a-
rHocTrpoBaH B 17 (34,7%) ciyvasix. CenoBatenbHo, ipu BAX,
couetaHHoii ¢ cunapomoM CHARGE, cratuctuuecku 3Haum-
MO yallle HabJIIoJaeTcsl IBYCTOPOHHUI BapUaHT aTpe3uu X0aH
(»<0,01). ¥ nauureHTOB 1-ii rpymIibl yauie, 4eM y MmaldeHTOB
2-1i TPYIIIBI, BCTpeYaiach MPOTSKeHHAast KOCTHas1 (0osiee S MM)
arpe3ust (51,9% u 4% cootBercTBeHHO, p<0,01).

ITocKonbKY KIMHUYECKUE TTPOSIBIIEHUST M CTETEHb AbIXa-
TeJIbHOI He0CTaTOUHOCTU NMpU BAX 3aBUCST OT CTEeNEeHU Tie-
PEKPBITUSI XOaHATbHBIX OTBEPCTUI, MPEUMYILIECTBEHHO NIBY-
CTOPOHHUI XapakTep nopaxeHust npu cuaapome CHARGE
SIBJIIETCSl OTHUM U3 (DaKTOPOB, ONPEACISIOIIMNX TSKECTh CO-
CTOSIHUSI HaOJIt0JaeMbIX HAMU MALMEeHTOB, HAPSIAy C HATUYM-
€M COMYTCTBYIOLLIEH MaTOJOTUM, OCOOEHHO CO CTOPOHBI LIEH-
TpaJbHOI HEPBHOM U CEPACYHO-COCYAUCTOM CUCTEM.

BouisiBnenue cunapoma CHARGE y neteit ¢ BAX numeer
00JIbLIOE KIMHUYECKOE 3HaUEHHE, TTOCKOIbKY CBOEBPEMEHHAs
NIMAarHOCTUKA U KOPPEKILIMS IPYTroii MaToJOrMu MUHUMU3UDPY-
€T PUCK Pa3BUTUS OCITOXKHEHUM MPU MPOBENEHUN XUPYpTryuye-
cKoro JieyeHusi. Hanuuue perporHatuu, HEOHOro Cy>KeHUs,
a TakKKe aHOMaJIMi M BADMAHTOB CTPOEHMS BEPXHMX JIbIXaTe b~
HBIX ITyTEl 1 MOJIOCTU PTa HapsIly C aTpe3ueil XoaH y mauueH-
TOB ¢ cuHapoMoM CHARGE npensarcTByeT HOCOBOMY JAbiXa-
HUIO U 3aCTaBJISIET MOAAEPKUBATh POTOBOE AbIXaHUE, 3T ITPU-
YMHBI TAKXKE BbI3BIBAIOT AUCHAruio U npoodieMbl C MUTAHUEM.
ITo aToit npuunHe nauueHThbl ¢ cuHapomoM CHARGE non-
BEpraroTcsi BLICOKOMY PUCKY OCJIOXKHEHUI BO BpeMsl aHeCTe-
3UM U3-3a pUCKa aclypally U 3aTpyaHEHUs rotaHus [28].
ITosToMy ycTpaHeHHEe aTpe3uu X0aH B 6ojiee paHHUE CPOKU
1 HOpMaJIM3alIusl aHATOMUU U (PYHKLIMU Ha30(dapuHIreaaIbHOM
00J1acTH, KaK U B 1IeJIOM BEPXHUX JbIXaTeJbHBIX MMyTeM, MOJ0-
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JKUTEJIBHO CKa3bIBAIOTCS Ha BBI3MOPOBICHUN Y PA3BUTHH €T~
cKkoro opranusMa. I1pu HaTMIUK yCIOBU, TIPEISITCTBYIOIINX
MPOBENEHMIO PAHHETO OIEePAaTUBHOIO BMEIIATeIbCTBA, PEKO-
MEHIYeTCsl 10 MOMEHTA YJIYYIIIEHUSI COMaTHYECKOTO COCTOSI-
HUST peOeHKa BBIMOJIHSTH IPEBEHTUBHYIO TPAXeOTOMUIO Y Ta-
KUX OOJIbHBIX.

B nutepatype ecTh yKazaHUsI, YTO OTHOM M3 IPUIMH pe-
CTEHO3MPOBAHUS MOCJIe XOAHOTOMUM SIBJISIETCST HAJTMIUE CO-
NyTCTBYIOLIEH nmartosoruu, a uMeHHo cuapomMa CHARGE
[29]. OnHako cpaBHMBAas IeTeit C peCTEHO30M U O3 HEro B Ha-
WX HaOJIIONEHUSIX, MbI HE BBISIBUJIM CTATUCTUYECKU 3HAYM -
MbIX pasmuuuii (p>0,1): cunnpom CHARGE otmeueny 17,6%
ManyeHTOB ¢ pecTeHo30M U y 11,8% manueHTOB 6e3 pecTe-
Ho3a. MblI X0TeIu ObI 00paTUTh BHUMaHME Ha 3TOT (pakT, 1Mo-
CKOJIbKY HaJINYKMe CUHAPOMAIBbHOM ITaTOJIOTUM B PsIe CIIy-
yaeB MHTEPIIPETUPYETCs KaK 000CHOBaHUE OTCPOYCHHOTO
Xupyprudeckoro jgedyeHus [30], yTo npuBoauUT K (OpMUPO-
BaHUIO Y TaHHOW TPYIITBI MAIIMEHTOB COITyTCTBYIOIIEH XPO-
HUYeCKOM IaTOJIOTHH.
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3akAoueHue

Cungpom CHARGE xapaktepusyercst IIMPOKUM CITeK-
TPOM (DEHOTHITMYECKUX ITPOSIBIICHU, B TOM YKCJIE OTOPUHOJIA-
PUHTOJIOTMYECKUX. [JIsT BpOXKAECHHOM aTpe3nu X0aH IPHY TaHHOK
MaToJIOTMHY XapaKTepeH NBYCTOPOHHUI, 4aCTO MPOTSIKEHHbII
xapakTep rnmopaxkeHust. CBoeBpeMeHHast TMarHOCTUKA CUHAPO-
MaJIbHOM MATOJIOTMHU UMEET OOJIbIIIoe KIMHUYECKOEe 3HAaYeHUE
Kak JIISI 1ieJIeHaIPaBIeHHOTO BhISIBJICHUS CKPBITHIX Te(eKTOB
¢ TIocJIeAyoleil pa3paboTKOM TUIaHa JIeYeHUsT M peabHIATaLIK
MMalMeHTOB, ONpeaeIeHUsT MEIUKO-TeHETUIECKOro ITPOrHo3a,
TaK ¥ IUTs IPEeayIpekaeHNsI BO3MOXHBIX OCTIOKHEHUI BO Bpe-
MsI OIlepalliy 1 B TIOCjIeonepallioHHOM reproze. [ToaTomy 06-
cJeI0oBaHUe U BeleHKe AeTell ¢ BPOKIEHHOM aTpe3ueil X0aH,
acCOLIMMPOBAHHON ¢ IPYTUMU MOPOKAMU Pa3BUTHUS, TOJKHO
OCYILECTBIISIThCS Ha OCHOBE MEXXIMCLIMIUIMHAPHOTO MOIXO0/A.

ABTOpBI 3a5BJIAIOT 00 OTCYTCTBHH KOH(JIMKTA HHTEPECOB.
The authors declare no conflicts of interest.

9. CsuctywkuH B.M., Mycragaes JI.M., Ceaun B.H. Haur onbit
JIeYeHMsI IeTelt ¢ BPOXKIEHHBIMU aTpe3usiIMU X0aH. Poccuiickas pu-
Honoeus. 2010;18:(3):47-48.

Svistushkin VM, Mustafaev DM, Selin VN. Our experience in the
treatment of children with congenital atresia hoan. Rossijskaya
rinoligiya. 2010;18(3):47-48. (In Russ.).

10. Korosa E.H., BsaspmeHoB D.0. DHI0oCKOMMYECKAsT XUPypruye-
CKast KOPPEKIUST BPOXKIEHHBIX aTpe3nil X0aH y neteit. BecmHuk
omopunonapuneonoeuu. 2011;6:43-46.

Kotova EN, Vyazmenov EO. Endoscopic surgical correction of
congenital hoan atresia in children. Vestnik otorinolaringologii. 2011;
6:43-46. (In Russ.).

11. Kapnumenko C.A., Anekceenko C.U., beiiceeBa K.E., 3aii-
ueB U.A. Ciyuaii BpOXIEHHOI aTpe3uu xoaH y peOeHKa ¢ mnep-
BUYHBIM UIMMYHOIebULIUTOM (cuHapoM v Ixopmxu). Folia Oto-
rhinolaryngologiae et Pathologiae Respiratoriae. 2019;3(25):28-33.
Karpishchenko SA, Alekseenko SI, Beiseeva ZhY, Zaitsev 1A.
A case of congenital hoan atresia in a child with primary immu-
nodeficiency (Di Giorgi syndrome). Folia Otorhinolaryngologiae
et Pathologiae Respiratoriae. 2019;3(25):28-33. (In Russ.).
https://doi.org/10.33848 /foliorl23103825-2019-25-3-28-33

12. Kurosaka H. Choanal atresia and stenosis: Development and dis-
eases of the nasal cavity. Wiley Interdisciplinary Reviews. Develop-
mental Biology. 2019;8(1):¢336.
https://doi.org/10.1002/wdev.336

13.  Moreddu E, Rizzi M, Adil E, Balakrishnan K, Chan K, Cheng A,
Daniel SJ, de Alarcon A, Hart C, Hartnick C, Inglis A, Lebou-
langer N, Pransky S, Rahbar R, Russell J, Rutter M, Sidell D,
Smith RJH, Soma M, Spratley J, Thompson D, Trozzi M, Ward R,
Wyatt M, Yeung J, Zalzal G, Zur K, Nicollas R. International Pe-
diatric Otolaryngology Group (IPOG) consensus recommenda-
tions: Diagnosis, pre-operative, operative and post-operative pe-
diatric choanal atresia care. International Journal of Pediatric Oto-
rhinolaryngology. 2019;(123):151-155.
https://doi.org/10.1016/j.ijporl.2019.05.010

14. Harris J, Robert E, Kallen B. Epidemiology of choanal atresia
with special reference to the CHARGE association. Pediatrics.
1997;99(3):363-367.
https://doi.org/10.1542/peds.99.3.363

15. Blake KD, Prasad C. CHARGE syndrome. Orphanet Journal of
Rare Diseases. 2006;1:34.
https://doi.org/10.1186/1750-1172-1-34

1



OpMI'MHa/\beIE’ cTatbmn

Original investigations

16.

17.

18.

20.

21.

22.

23.

12

Edwards JH, Finlay HV, Young RB. Coloboma with multiple con-
genital anomalies. British Medical Journal. 1961;2:586-587.

Hall BD. Choanal atresia and associated multiple anomalies.
The Journal of Pediatrics. 1979;95(3):395-398.
https://doi.org/10.1016/s0022-3476(79)80513-2

Hittner HM, Hirsch NJ, Kreh GM, Rudolph AJ. Colobomatous
microphthalmia, heart disease, hearing loss, and mental retarda-
tionea syndrome. Journal of Pediatric Ophthalmology and Strabis-
mus. 1979;16(2):122-128.

Pagon RA, Graham JM Jr, Zonana J, Yong SL. Coloboma, con-
genital heart disease, and choanal atresia with multiple anoma-
lies: CHARGE association. The Journal of Pediatrics. 1981;99(2):
223-227.

https://doi.org/10.1016/s0022-3476(81)80454-4

Lalani SR, Safiullah AM, Fernbach SD, Harutyunyan KG,
Thaller C, Peterson LE, McPherson JD, Gibbs RA, White LD,
Hefner M, Davenport SL, Graham JM, Bacino CA, Glass NL,
Towbin JA, Craigen WJ, Neish SR, Lin AE, Belmont JW. Spec-
trum of CHD7 mutations in 110 individuals with CHARGE syn-
drome and genotype-phenotype correlation. American Journal of
Human Genetics. 2006;78(2):303-314.
https://doi.org/10.1086/500273

Verloes A. Updated diagnostic criteria for CHARGE syn-
drome: A proposal. American Journal of Medical Genetics. Part A.
2005;133A(3):306-308.

https://doi.org/10.1002/ajmg.a.30559

Vissers LE, van Ravenswaaij CM, Admiraal R, Hurst JA, de Vries BB,
Janssen IM, van der Vliet WA, Huys EH, de Jong PJ, Hamel BC,
Schoenmakers EF, Brunner HG, Veltman JA, van Kessel AG. Mu-
tations in a new member of the chromodomain gene family cause
CHARGE syndrome. Nature Genetics. 2004;36(9):955-957.
https://doi.org/10.1038/ng1407

Bajpai R, Chen DA, Rada-Iglesias A, Zhang J, Xiong Y, Helms J,
Chang CP, Zhao Y, Swigut T, Wysocka J. CHD7 cooperates with

24.

25.

26.

27.

28.

29.

30.

PBAF to control multipotent neural crest formation. Nature.
2010;463(7283):958-962.
https://doi.org/10.1038 /nature08733

Zentner GE, Layman WS, Martin DM, Scacheri PC. Molecu-
lar and phenotypic aspects of CHD7 mutation in CHARGE syn-
drome. American Journal of Medical Genetics. Part A. 2010;152A(3):
674-686.

https://doi.org/10.1002/ajmg.a.33323

Bergman JE, Janssen N, Hoefsloot LH, Jongmans MC, Hofst-
ra RM, van Ravenswaaij-Arts CM. CHD7 mutations and CHARGE
syndrome: The clinical implications of an expanding phenotype.
Journal of Medical Genetics. 2011;48(5):334-342.
https://doi.org/10.1136/jmg.2010.087106

Hsu P, Ma A, Wilson M, Williams G, Curotta J, Munns CF, Mehr S.
CHARGE syndrome: A review. Journal of Paediatrics and Child
Health. 2014;50(7):504-511.

https://doi.org/10.1111/jpc.12497

Barbero P, Valdez R, Rodriguez H, Tiscornia C, Mansilla E, Al-
lons A, Coll S, Liascovich R. Choanal atresia associated with
maternal hyperthyroidism treated with methimazole: A case—
control study. American Journal of Medical Genetics. Part A.
2008;146A(18):2390-2395.

https://doi.org/10.1002/ajmg.a.32497

Markert ML, Majure M, Harville TO, Hulka G, Oldham K. Severe
laryngomalacia and bronchomalacia in DiGeorge syndrome and
CHARGE association. Pediatric Pulmonology. 1997;24(5):364-369.
https://doi.org/10.1002/(sici) 1099-0496(199711)24:5<364::aid-
ppul9>3.0.co;2-i

Kwong KM. Current Updates on Choanal Atresia. Frontiers in Pe-
diatrics. 2015;3:52.
https://doi.org/10.3389/fped.2015.00052

Kumar S, Gupta S, Naglot S, Sahni JK. Bilateral Choanal Atresia:
Is it really a Surgical Emergency? Indian Journal of Otolaryngology
and Head and Neck Surgery. 2013;65(2):205-209.
https://doi.org/10.1007/s12070-011-0304-9

IMocrynuna 18.05.2020
Received 18.05.2020
Ipunsra k meyatu 04.06.2020
Accepted 04.06.2020

BECTHMK OTOPHUHOAAPUHIOAOTM, 2022, T. 87, N°3





