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B craThe mpeACcTaBIeHO KIMHUYECKOe HabMoeHe 32 peOeHKOM 2 JIeT 3 MeCALEB ¢ YCTAHOBJIEHHBIM IO pe-
3y/IbTaTaM MOJIEKYIAPHO-reHeThdeckoi auarHoctuku CHARGE-cHHAPOMOM, OMMCAHBI CIOXKHOCTH BeJEeHUs
9TOTO MalKeHTa, KOTOPble MOTPe6OBAIM MYIbTHAVCIUIUIMHAPHOTO MOAXO0AA U YUaCTHs Bpadyeil pasandHbIX
crnenuagbHOCTEN. IIpUBeeHbI JTUTepaTypHble JaHHBIE C XapaKTEPUCTUKON CHMIITOMOB, IPUCYLIUX DPEAKO
JVaTHOCTUPYEeMOMY TeHeTrdeckoMy 3aboneBanuto — CHARGE-cunapomy. HazBaHue cuHApPOMa CTPOUTCS Ha
abbpeBHAaType TEPMUHOB, OIPEAEAIONINX XapaKTepHbIE BPOXK/JeHHbIe TOpOoKU pa3utus: C — coloboma — pac-
IIeIUIeHNe pagy’KHOM 060I0YKY I71a3a, CeTIYATKH, COCYAUCTOM 060I0UKHY, AUCKA 3pUTENbHOTO HepBa; H —heart
defects — aHOMaIMIM Pa3BUTHUSA CEPAEYHO-COCYAUCTOM cucTeMbl; A — atresia of the choanae — aTpesus xoaw;
R - retardation of growth and development — orcTaBanue B pa3Butuu u/win gebuut pocta; G — genital
hypoplasia — aHOMasi¥ pa3BUTHSA MOJOBLIX OpraHoB; E — ear malformations — aHoMannu pasBUTHA opraHa
cryxa U paBHOBecus. OCOGEHHOCTD MTPe/CTAaBIeHHOTO KIMHUYECKOTO CIydas COCTOUT B HEOOXOAUMOCTH pac-
mupeHHoOH auarHoctuku CHARGE-cuHApOMa, IPOSBUBILIETOCS JBYCTOPOHHEH KOJIOOOMOI XOpUOUJEH, AUC-
Ka 3pUTEJbHOIO HEPBA CJIEBA, TPABOCTOPOHHUM I1ape30M JIMIEBOr0 HepBa, 6ylbOapHO-TICeBA00YIb0apHBIMU
paccTpoicTBaMU, KPUNITOPXUZMOM, 3aZepP’KKOHM POCTa, IICUXOMOTOPHOTO ¥ IICUXOPEYEBOTO PA3BUTHS, IBYCTO-
POHHEN aHOMaJIMel pa3BUTHA CPEAHETO U BHYTPEHHETO yXa (ABYCTOPOHHSIA AUCIUIA3UA MOMYKPYKHBIX KaHa-
JIOB, aIuIa3us NpeAABEPHO-YIUTKOBBIX HEPBOB), IBYCTOPOHHEN CEHCOHEBPATBbHOM IIyXOTOW, MYJIBTUKHUCTO30M
IIpaBoii MOYKU. Pe6EHOK — HOCUTENh TPAXeOCTOMBI, TACTPOCTOMEBL.

KiroueBble ciioBa: CHARGE-cHHZpOM, aHOMaIUU pa3BUTHA OPTraHa cIyxa, KOXJleapHas UMIUIAHTAIVsA, TYTO-
YXOCTh, TJIyXOTa, KOMITbloTepHas Tomorpadust, MPT.
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The article presents a clinical observation of a 27-month-old child with CHARGE syndrome established according
to the results of molecular genetic diagnostics, describes the difficulties of managing this patient, which required
a multidisciplinary approach and the participation of doctors of various specialties. The literature data with
the characteristics of the symptoms inherent in a rarely diagnosed genetic disease—CHARGE syndrome—are
presented. The name of the syndrome is based on the abbreviation of terms that define characteristic congenital
malformations: C = coloboma (splitting of the iris, retina, choroid, optic disc); H = heart defects; A = atresia of
the choanae; R = retardation of growth and development; G = genital hypoplasia; and E = ear malformations.
The peculiarity of the presented clinical case is the need for an extended diagnosis of CHARGE syndrome
manifested by bilateral coloboma of the choroid, the optic disc on the left; right-sided hemiparesis of the facial
nerve; bulbar-pseudobulbar disorders; cryptorchidism; growth retardation, psychomotor and psycho-speech
development; bilateral anomaly in the development of the middle and inner ear (bilateral semicircular canal
dysplasia, cochlear-vestibular nerve aplasia); bilateral profound sensorineural hearing loss; multicystic right
kidney. The child is a carrier of a tracheostomy, gastrostomy.

Keywords: CHARGE syndrome, anomalies in the development of hearing organ, cochlear implantation, hearing
loss, deafness, computed tomography, MRI.

For citation: Daikhes N. A., Zelikovich E. I., Balakina A. V., Machalov A. S., Toropchina L. V., Kuznetsov A. O.
Peculiarities of diagnostics and management of a child with CHARGE syndrome. Rossiiskaya otorinolaringologiya.

2022;21(3):112-121. https://doi.org/10.18692,/1810-4800-2022-3-112-121

CHARGE-cunzipoM 06beIUHSET B cebe KOMIUIEKC
BPOX/IEHHBIX aHOMAJIMI Pa3BUTUSA PA3IUYHBIX Op-
raHOB U MX CHCTEM, Ha3BaHUE CTPOUTCSA Ha abbpe-
BHAType TEPMUHOB, ONpPEJENAIONINX XapaKTePHBIE
mopoku passutusi: C — coloboma — pacremnieHue
Pafy>XHOM 0OOJIOYKU IVIa3a, CETYATKH, COCYAUCTOU
0060JIOUKY, AWCKa 3pUTENbHOTO HepBa; H — heart
defects — aHOMaIMY Pa3BUTHUA CEPAEUYHO-COCYAUCTON
cucteMbl; A — atresia of the choanae — aTpesus xoaH;
R - retardation of growth and development — otcTa-
BaHUeE B Pa3BUTUU U/ WiH Aeurut pocta; G — genital
hypoplasia — aHoMasuu pa3BUTHsA IOJOBBIX Opra-
HoB; E — ear malformations — aHOMaIn¥u pa3BUTHUSA
opraHa cjiyxa ¥ paBHOBecHs. PacmpocTpaHeHHOCTb
CHARGE-cuHzpOoMa B IeTCKOM MOMYJISAIAN COCTABJIS-
et 0,1-0,2 : 10 000 >xuBOpOKAeHHBIX [1]. BriepBrie
CHARGE-cunzpom ommcan B 1979 r. B. D. Hall [2]
u H. M. Hittner c¢ coast. [3]. B 1998 r. K. D. Blake
¢ coaBT. [4] TpeAIOXWI pa3leNuTh KJIMHUKO-IHA-
CHOCTUYECKVe TPU3HAKU Ha 2 TPYNIbI: OCHOBHBIE
(6bosbiie) U BTOpOCTeleHHBIE (Masble). K OCHOB-
HBIM (6OJIBIINM) KJIMHUKO-IMATHOCTUYECKUM IIPH-
3HaKaM OBUIM OTHECEHBI KOJIoboMa, aTpe3us XOaH,
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aHOMAaJIUs Pa3BUTHSA OpraHa Cjlyxa U PaBHOBECHS,
a TaK)Xe MOPOKU Pa3BUTHSA YePeITHbIX HEPBOB. Cpeau
BTOPOCTEIEHHBIX (MaJbIX) KJIMHUKO-AWUATrHOCTHYE-
ckux npusHakoB CHARGE-cuHzpoMa Bblie/IeHBI T'H-
TIOTUTa3usA TeHUTAINN, 3aZiep)KKa POCTa U Pa3BUTHUA/
YMCTBEHHAS OTCTAJIOCTD, CEPIEYHO-COCYAVCThIE AHO-
MaJIv|, paciienHa ryosl u/win Heba, Tpaxeossoda-
reajgbHast GUCTY/Ia, XapaKTEPHBIH JTUIEBOH GEHOTHUIT
(kBazpaTHaA popMa JIUIIA, MUPOKUH BEICTYITAFOIINI
J106, IMMUPOKUH KOPEHBb ¥ KOHUYUK HOCA) B COUYETAHUU
C aHOMaJTey pa3BUTHUS TIOYEK U OTIOPHO-IBUTATENb-
HOM CHCTEMEIL.

Jwviarno3 CHARGE-cuHgpOoMa CTaBUTCA IPU Ha-
Juyuu 'y pebeHKa TpeX WIX YeThIpEX OCHOBHBIX
(60/BITIUX) U TPEX BTOPOCTENEHHBIX (MaJblX) KJIU-
HUKO-ITUaTHOCTUYECKUX MPU3HAKOB [5].

CHARGE-cuHzipoM 00yCJIOBJIEH MyTallUsAM{d B
redne CHD7 (srokyc 8q12.1), 7aHHAsA MyTalysi BbIAB-
nsgeTcs B 2/3 Bcex cy4aeB KJIMHUYECKU MTOATBEPK-
neaHoro CHARGE-cunzpoma [6]. CuHApOM Hacie-
ZlyeTcsi 10 ayTOCOMHO-IIOMUHAHTHOMY THITY, dYalle
BCTpeYaeTcs CIIOpaudecKu, CBSA3aH C MYTaI[UAMU,
Bo3HUKatomuMu de novo [7]. Takke omucaHbl CIIy-
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yau Hac/lIe[CTBEHHOUW BHYTpHUCEMEWHOU Iepeaaydu
CUHZIDOMA OT POoAUTeNA pebeHKy [8].

CHARGE-cuHApOMy HOpHUCYIIM aHOMAaaWd pas-
BUTHS OPraHoB ciyxa U 3peHus [9]. AHomanud
pasBuUTUA HApPYKHOT'O U/WIW CPeLHEro U/WIU BHY-
TpeHHero yxa (BcTpeuaercs mpakTudecku B 100%
cIydaeB) ABJSAETCS MPUYUHON CHUKEHUS CIIyXa TOU
WIM WHOU CTelleHW; aHOMajudA pasBUTUA oOpraHa
3penus (mpezacrasieHa y 80% u 6ojiee TaI[EHTOB)
MIPUBOJUT K HapYIIEHUIO 3peHUA. AHOMAaIUA pa3BU-
THA OpraHa cjyXa U paBHOBeCUs BCTpeuyaeTcs B BU/e
arviasyuy IOJIyKPYKHBIX KaHAJIOB, TUIIOIUIA3UN YIUT-
KU, BOZOIIPOBOZA NIpe/iBepus, aHOMaINU CTPOEHNUs
CJIyXOBBIX KOCTOYeK. AHOMasus Hapy>KHOTO yxa B
BUZle JalreobpasHol Aedopmaiuu, «06pe3aHHOTO»
3aBUTKA M OTCYTCTBUA MOYKU BCTpedaercs y 6OJb-
IIMHCTBA JieTed ¢ guarHoctupoBaHHbIM CHARGE-
cunzpomoM (cBeiiie 90%) [10]. TyroyxocTh npu
CHARGE-cuHzipoMe MOXeT OBITh KOHIYKTHBHOM,
CMellIaHHOM U CeHCOHeBpaJibHOU. Hallle BcTpedaeTcs
cMemaHHasg ¢GopMa TYTOYXOCTH BBUJY COYETAHHOU
[aTOJIOTMM HAapy>XHOI'O, CPeJHEro KW BHYTPEHHEro
yxa [11]. [IpubnusurensHo y 40% gereit c CHARGE-
CHUH/IDOMOM JMarHOCTUpYyeTCA CHIDKeHUe ciayxa IV
crerneHu u ryxota [12]. Kpome Toro, mpu CHARGE-
CUH/IpOME BBIABJAIOTCA pasIn4Hble aHOMaJIUM Pas-
BUTHUA 4YepeIlHbIX HEepBOB, BKJIIOYasA TMIIO/AIUIa3uio
OOOHATENBHOTO TPaKTa, OOOHATETHHOMN JIYKOBUIIHI,
rapesbl/Iapajuyy JULEBOIO HepBa, alvlasvuio/Tu-
noruiasuro n. vestibulocochlearis [13].

[TockonbKy y ZleTel ¢ HapyllleHHeM 3peHud IIpu
CHARGE-cuHApOME KOMMYHUIIUPOBAHUE IIOCpPEA-
CTBOM CJIyXOBOI'O aHajau3aTopa 3aHHUMaeT IVIaBeH-
CTByIOIlee 3HA4YeHUe, HACKOJIbKO BO3MOXKHO Ooiee
paHHAA CIyXopedeBas peabWIMTAIUA CTAHOBUTCSI
ype3BbIUaliHO aKkTyaslbHOU. KoxseapHas mMILIaHTa-
LM NalyeHTaM C [IOATBEePXX/eHHON CeHCOHeBpalb-
HOUM IJIyXOTOU, BBHITIOJIHEHHAss HA PaHHUX CPOKaX,
6JIaTOTBOPHO B/IMsET Ha Pa3BUTHE IICHXOIMOIIO-
HaJIBHOM cdeprl U IO3BOJIAET MHTETPHUPOBATHCA B
cpezy CIIBIIIAIIMX Jrofent [4].

Knunuueckoe nabarodernue. Ilox HabIomzeHreM
B ®I'bY HMUIIO ®MBA Poccun HaxoAWICSd Masb-
qyuk C. 2 jeT u 3 Mec. I3 aHamMHe3a HM3BECTHO, YTO
pebeHOK OT MmepBoi GepeMEeHHOCTH, aHTEHATAJIbHO
npu Y3U Ha 24-i1 Hezlese — MyJIBTUKHUCTO3HAA JUC-
IUIa3us MPaBoy NOYkH, Hedppomeranus, Ha 39-i He-
Jiele — MHOXKeCTBEHHbIe KHCTO3Hble 00pa30BaHUA
rpaBoii Mouku. Pozbl nepBhle, yepe3 ecTeCTBEHHBIE
pozoBbIe IyTH Ha 39-1 HeZiesie, abCOTIOTHO KOPOTKAs
MIyTIOBUHA, MHOI'OBO/Yie, BpOXK/I€HHBII IIOPOK pa3BU-
tus (BIIP) miozga. Macca tena npu poxgennu 2810 T,
OIleHKa I1o mKase Amrap 7/7 6aios.

CocTosiHHe C pOXJEeHUA — CpeJHel CTelleH! TH-
JKeCTH, «KOIIauyui» KPUK, IIpaBad IlasHad Ieslb He
CMBIKaeTCsA C POXKAEeHUA, pOTaTOPHBIN HUCTArM, MyT-
Has poroBHUlIa, TUIIOILUIA3UA HIKHEH 4esIloCTH, BBICO-
KOe ToThdecKoe Hebo. JIpIxaTenbHON He0CTaTOYHO-
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cTy HeT. eMomHaMuYecky crabwieH. B Bo3pacTte
5 4acoB KU3HM IlepeBeZieH B OT/ie/IeHNe 11aTOJIorun
HOBOPOX/IEHHbIX C /JWUarHo30M: MHOKeCTBEHHBIe
BpoXxZieHHble TTopoku pa3Butusa (MBIIP), cunzpom
JlexxeHa? aTpes3usa HOCOBOTO XOJia CIpaBa? BPOXK-
JEHHBIT TuApodTaNTbM; BPOXKAEHHAsg KaTapakTa?
MYJIbTUKUCTO3HaA JUCIUIAa3uA IPaBOM ITOYKHU; KPHUII-
TOPXU3M CIIpaBa; BOAAHKA AWYKa CjIeBa, 1aX0BO-MO-
LIOHOYHAA I'PblKa cjieBa. Uepes 5 4acoB OT IIOCTYILIE-
HUA B OTZieJIeHNe 0TMe4aloch YXy/ZAllleHe COCTOAHUA
3a CYeT JBIXaTeJbHON HeJOCTATOYHOCTH, pebeHOK
OBUT ITepeBeZieH B OT/AeIeHre peaHuManuu. [1pu mo-
CTYIUIEHUU COCTOSTHUE TSKENIOe, peOeHOK MHTYOUPO-
BaH, IlepeBe/ileH Ha BBIHYK/EHHYIO HCKYyCCTBEHHYIO
BEHTWIALMIO JlerkuX. lleHTpasbHasa reMoZruHaMUKa
ocTaBasiach CTAOWIBLHOHN 3a CYET MHOTPOITHOW TOZ-
JIeP’KKH, CO BTOPBIX CYTOK XKM3HU — SHTEpaIbHOe MU-
TaHue Yyepe3 30H/, [IUI[A ycBauBasach.

B nuHammKe: 5KCTyOHMpOBaH Ha 8- CyTKU JKU3-
HU, Ha 10-e CyTKM >XKU3HHW MOBTOPHO WHTYOUPOBAaH
BCJIeZICTBUE HapacTaHUA JbplXxaTelbHON HeJoCTaTou-
HOCTH, Ha 12-e CyTKH JKM3HU dKCTyOHPOBaH, Iepe-
BezleH Ha NCPAP (HemnpepblBHOE IOJIOKUTEIbHOE
JlaBjieHUe B pIxaTe/bHBIX IIyTAX, I0ZaBaeMoe yepes
Ha3aJbHYIO CUCTeMY), Jajee AJUTEIbHO HaXOJWICA
B KuciopogHoit manatke (O,-masaTka), COXpaHA-
JIUCh JbIXaTesbHble HapylieHud. Ha 4-e cyTku mocie
POXK/IeHUs BBIIIOJMHANIACH PUHOCKOIUA: JAHHBIX 00
aTpe3uH X0aH He MmoysydyeHo. Pe6eHOK ObLT OCMOTpEH
reHeTUKOM Ha 5-e cyTku xusHu: MBIIP, CHARGE-
cuHZpoM? B3ATa KpoBb Ha KapUOTHUII, PEKOMEH/IO-
BaHO uccienoBaHue JIHK MeTonoM KJIMHUYECKOT'O
CeKBEHHPOBaHUA 3K30Ma (BBITOTHEHO). OCMOTp He-
BpoJiora Ha 13-e CyTKU Iocjie pOXKAEHUA: HeCOCTOA-
TeTBHOCTH 7-TO YEPeIHOTo HepBa cripaBa, Oynbbap-
HO-TICEB/ZI00Y/IbOApHbBIE PACCTPOMCTBA B CTPYKTYPE
HebdepeHIIMPOBAaHHOTO TE€HETUYECKOTO CUH/PO-
ma. OcMmoTp odTampMosniora Ha 15-e CyTKU KU3HU:
KojjoboMa XOPHOW/EU MPAaBOro Iviasa, Kojoboma
JIMiCKa 3pUTEJIbHOI'0 HepBa U XOpUOKZEeU JIeBOro Ia-
3a. JlarodTanbpM cmpaBa 3a CYeT Iape3a JIUIEBOTO
HepBa. Ha 18-e cyTku nocie pokAeHUA BBIIIOJHEHA
KOMIIbIOTepHAsA ToMorpadusa cpepHell 30HBI JIKIA:
Conchae bullosae cpesHeli HOCOBOI PaKOBUHEI CJie-
Ba. JTaHHBIX 00 aTpe3UM HOCOBHBIX XOZIOB, X0aH 1 BITP
cpefHero yxa He BbIABJIeHO. B BospacTe 1 Mmec. u 6
nuet Ha KT opraHoB rpyZiHOM KJIETKU: JaHHBIX O TI0-
pOKax pa3BUTHUA OPOHXOB He norydeHo. KT-kapTuHa
TOTAJIbHOTO aTesleKTaTa HUKHeW ZJ0JIu IIpaBoro Jer-
Koro. ['unoBeHTWIALMA cpefHeN gonu. JIoKaabHBIN
CTEHO3 cpefHezsoseBoro 6ponxa crmpasa. B 1 mec.
u 13 7AHeW BBINIOJHEHA BU/EOJAPUHTOOPOHXOCKO-
IIMA: KpyIIHble YeplajoBUAHbBIE XPAMIM, CKIaJblBa-
eTcAd BIeYaTIeHWe O HaJu4yuu JIapUHIOMAasALuU
3-ro Tuma. B Bo3pacTte 1 Mec. u 23 AHeN BBINOTHE-
Ha omepanusa — Tpaxeoctromus. CocrosiHue pebeHKa
OCTaBaJIOCh TSKENBIM, CTAOWIBHBIM. Ilomydan pe-
CIMpaTOPHYIO MOJAEPKKY Yepe3 BOPOHKY. JlpIxaHue
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yepes TpaxeocToMy. JlpixaTesbHasA HeJ0CTaTOYHOCTh
He Hapacraia. llenTpanbpHad remoguHaMuKa OCTa-
Bajach CTAaOWIbHOU 0e3 WMHOTPOITHOHM IOJEPKKH.
DHTepaJbHOE IUTAHNE YCBAUBAJI B IIOJIHOM 00beMe,
yepes 30HA. CTy, Anype3 — 6e3 0COOEeHHOCTEH.

B Bo3pacre 2,5 Mmecsiia aiA ganabHeUIIero geve-
HUA pebGeHOK IlepeBeZieH B OTJe/eHHe IaTOJIOTHH.
Macca Ttena 4049 r. CocTroaHue TKeIOe 3a CYeT
HeBPOJIOTMYECKOM CHUMITOMATUKH, JbIXaTeJIbHBIX
HapylleHWd Ha ¢GOHe OCHOBHOTO 3a00JieBaHUS.
BolpakeHHasd acuMMeTpHA JKLA. ODHTepaJbHOE
nuraHve  3oHZoBoe. [lycTRIIKy He  coceT.
TunepcanuBanusa. O6wire MOKpOTH. TpebyeT ya-
CTBIX CaHAUWH TpaxeoOPOHXUAIBHOTO JepeBa.
JpixaHue yepe3 TpaxeocTomy. [IpoBOzHbBIE XPUIIBL.
ToHBI cepaua AcHble, pUTMUYHBIE. JKUBOT MATKUM,
6e300yie3HEHHBIN. [labIupyeTcs MpaBas II0YKa,
yBeJIn4eHa B pasMepax. [laxoBas rpbbka cieBa BHe
VILeMJIEHUS.

B auHaMuKe: COCTOAHME OCTaBajoOCh TAXKEIbIM
3a CYeT HEBPOJIOIMYECKOM CHMITOMAaTHKH, JbIXa-
TeJbHBIX HapyllleHul. DHTepajbHOe IIWTaHHEe 30H-
ZIOBO€, COCATETbHBIN pedieKc c1abbli, TPY MOIBITKE
KOpMJIEHHUA U3 POXKKA He IJIOTaeT. YUYUThIBasA KINHU-
YeCcKyl0 KapTHHY, IPUHATO pellleHHe O [IOCTaHOBKe
racTpocToMBl. B 3 Mec. BBIIIOJIHEHA ollepalys — 4ypec-
KOXKHad IyHKLUHWOHHAsA racrpocroMusa. B 3 mec.
19 nnelt Ha Y3/ BHyTpPeHHUX OpraHOB: OCMOTPEHBI
TeYeHb, KeJTIYHBIN Ty3bIPb, MWIOPUYECKUN OTAE XKe-
JIyZIKa, TIO/KeTyJ0YHas JKele3a, cele3eHKa — 6e3 ma-
Tosoruu. Y3 novyek: MyJbTUKHUCTO3 MPAaBOU IMOYKH.
[MuenoxanukosKkTasusd JeBoi nouku. IxoKI' B 3 mec.
19 gueit: ganHbix o BIIC HeT, OTKpBITOE OBaJbHOE
OKHO. PeHTreHorpadusa OpraHoB TPYyZHOH KieT-
KU B Bo3pacre 4 Mec.: Ha ¢poHE YMepeHHOTO B3Yy-
THUA OIpeZesIAeTCs yCWIeHHe JIeTOYHOI'O PUCYHKa
B BepXHUX OTZeax ob6oux yserkux. Cepzle OIPOKO
IPWIEXKUT K Auadparme, TeHb BUIOYKOBOM KeTe3bl
cupaBa. /luapparma Ha ypoBHe 8-r0 MeKpebepbs.
HetipocoHorpadus B 3 Mec.: Y3-KapTHHA JIETKUX pe-
3U/yaJbHBIX U3MEeHEeHHUH r'oJIOBHOTO MO3ra, 6e3 mpu-
3HAKOB HapylleH!sd reMOJVHaAMUKHU.

Koncynpranua reHetuka B 4 Mmec. Ilo pesynb-
TarTaM MOJIEKYJIAPHO-TeHeTH4YecKkol JAuarHoCcTu-
ku: CHARGE-cunzpom (Mmytanuss B rene CHD7
p Arg.157) OMIM 214800. OcMoTp HeBpoJOoTa B
5 mec.: CHARGE-cunpom (reHeTH4YecK MOATBEPK-
fJennsbii). MBIIP. BelpakeHHBIM NPaBOCTOPOHHUM
(mepudepudeckuii) mposomnapes. [TupamugHas He-
JIOCTaTOYHOCTb.  [IceBAOOYIbOAPHBIM  CHHAPOM.
Hocurenp TpaxeoCcTOMBI, IacTpOCTOMBL. TeMmioBas
3aZiepxka pasBuUTHA. [lepuHaTasbHble NOpaKeHUA
neHTpasbHOU HepBHOU cuctembl (11 IIHC) rurmo-
KCUYECKU-UIIeMUYeCcKoro reHe3a. KoHcynpraius
odTanbpmosora B 5 Mec.: OD — Kosmo60Ma XOPHUOHIEH,
OS - xoso6oMa IMCKa 3pUTETHHOTO HEPBA U XOPUO-
uznen. ComyTcTByomuii auarno3: OD — KopTHUKO-
crepougHas odTasbMorunepreH3usa. Jlarodpraabm
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cIpaBa 3a cueT [1apesa JIMIEeBOro HepBa (B CTPYK-
Type CHUHJpOoMa). BrI3BaHHBIE MOTEHLIMANBI, METO/
AKYCTHUYEeCKHUX CTBOJIOBBIX BbI3BaHHBIX IIOTEHIINAIOB
B 5 MecC.: [10 JaHHBIM aKyCTUYeCKUX CTBOJIOBBIX BBI-
3BAHHBIX IIOTEHIIMAJIOB BBIABJIEHBI INPHU3HAKU BBHI-
PaXEHHOI'O JByCTOPOHHEr0 CHMMETPUYHOI'O0 CHU-
KeHUs QYHKIMOHAJIBHOM AaKTHUBHOCTH HEWPOHOB
CIMPaIbHOTO FAaHIVINA U CTBOJIOBBIX CIYXOBBIX fAlep
¢ 06erx cTOpoH. [losydeHHbIe JaHHbIe KJIMHUYIECKU
COOTBETCTBYIOT IByCTOPOHHEHN HEeHPOCEHCOPHOU Ty-
royxocty III-IV creneHu.

BrinvicaH 13 oTAe/ieHus IaTOJOTMM B 5 Mec. ¢ f1a-
rHo3oM: CHARGE-cunzpom (myrauus B rene CHD7
p Arg. 157) OMIM 214800. BIIP: My/JbTHKUCTO3HAA
Auciuiasusa npasoit mouku. OD — kosoboma Xopuo-
ngen, OS — KojoboMa JMcCKa 3pUTENIBHOTO HEpBA
u xopuowzen. JlaroprampMm cmpaBa. OcCIOXHEHUe:
KOpTHKOCTeponziHaa odrampMmoruneprensus — OD.
[Tape3 uIIeBOTO HepBa cipasa. IlceBaoOyIbOapHbIA
cuHzZpoM. CHHJPOM NUPaMUIHON HeZOCTaTOYHOCTHU.
[T ITHC rumokcru4vecKU-UuIleMru4ecKoro reHesa: Iie-
PUBEHTPUKYIApHOU wumiemun ([1B-umemwusi), cy6-
aneHauManbHble KUCTh (COK). JlapuHroMastanus 3-ro
tuna. Tpaxeocromus ot 25.03.2019 r. 'acTpocTomus
oT 26.04.2019 r. [TaxoBas rperxka ciea. [laxosas auc-
TOIYA IpaBoro An4Ka. Hapyrenve GpyHKINU CIIyXO-
BOI'0 aHa/IM3aTopa C IByX CTOPOH. /IByCTOpPOHHAA Hel-
poceHcopHas Tyroyxocts III-IV crenenu?

BriepBeIe ITOJIHOE ayAHOJIOrMYecKoe oOcieoBa-
HUe MpoBeZieHo B ¢peBpasie 2020 T. B TOPOACKOM Cyp-
JIOJIOTUYECKOM IIeHTpe, Korza pebeHKy Obu1 1 TOZ.
[Tpu o6cieZiIoBaHUM — TUMITAHOTpaMMa TUIIa B ¢ 1Byx
CTOPOH, PerucTpanysa KOpOTKOJATeHTHOI'O CIyXOBO-
ro BeI3BaHHOrO notennuana (KCBIT) AD > 100 aBb,
AS > 100 ab, MUKpODOHHBIM MMOTEHIMAT OTCYT-
CTBYeT, 3a/lep>kaHHas BbI3BaHHAasA OTOAKycTHYecKasd
smuccusi (3BOAD) He 3aperucTpupoBaHa C ABYX
CTOpPOH. /larHo3: AByCTOPOHHAA XPOHUYECKasa cMe-
ImaHHas Tyroyxocth [V crenenu (mryxora) B cocTaBe
CHARGE-cunapoMa, aHOManua pasBUTUA CPeLHEro
U BHYTPEHHEro yXxa, pe3uyaJbHO-OpraHu4ecKoe
nopaxxeHue ITHC, 3azep:kKa INCUXOMOTOPHOI'O pas-
BUTHA, Oy/IbOAPHBIH, TICEBAOOYTEOAPHBIA CUHIPOM,
paccTpoiicTBO pa3BUTHUA PELIENITUBHON U 3KCIIpec-
cuBHOM peuu. OIBIT HOLIEHWA CJIyXOBBIX allapa-
ToB ¢ aBrycra 2020 r. (1 roz u 4 Mmec.), TIOCTOSSHHO
HCIIONBb3YeT CayxoBble ammapaTel Unitron MAX SP
FT(20), HacTpoeHbI a/[eKBaTHO, OIHAKO CJIYXOIIPOTe-
3upoBaHue HedpPeKTUBHO. PeakIuy Ipu CTUMYJIA-
nuu 80 Ab B peueBoM guanaszoHe (PA-5), Ha Oesbiid
myMm 80 ab y yuIiHOW pakoBHUHBI U TPOMKHE MY3bI-
KaJbHble UI'PYIIKHU He Ioly4yeHbl. [IpoBoauInch pe-
ructpauua KCBIT u ASSR-TecT B c/yXOBBIX amnmnapa-
TaX — JJOCTOBEPHBIX OTBETOB Ha cTUMy/abl 60-70 nb
He [T0JIly4eHO. B HacTosAlee BpeMA CIyXOBbIe almapa-
THI HE UCIIOJIb3YeT 13-3a HedPPEKTUBHOCTH.

Cypzmonezaror: pebeHOK BCTymaeT B KOHTAKT,
CMOTPUT Ha JIMI0 WHUIMHPYIOIETO OOlIeHHe de-
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soBeKa. OCHOBHBIM CP€ZICTBOM OOIIEeHUs SABJIAIOTCSA
KOMMYHUKATHBHBIE B3IVIA/BI, €CTECTBEHHBIE U CIIe-
IMagbHble KeCThl (OYeHb OTPAaHUYEHHO) U BOKaJu-
3anuu. Pearmpyetr Ha Bubparuio, Kak Ha KOMMYHH-
KaTUBHBIYA CUTHAT. YMeeT 00pamiaThCs 3a IIOMOIIBIO,
J€EMOHCTPUPOBATh OTHOLIEHHE K UI'Pe, yIaCTBOBAThH
B 3HAKOMOM wurpe, XJaTb cBoel ouepexau. Ilocie
3aHATUH Ha Kypce paHHeHW peabwiuTanuu HabJIio-
JlaeTcs CTabwWibHAA IIOJIOKUTENbHAA AWHAMHUKA B
KOMMYHHUKaTUBHOM U 0011eM pa3BuTHU. [loABIINCH
IIepBble eCTeCTBEHHBIE U CIeIUaTbHBIE >KECTHI.
[TogpaskaHue JEUCTBUAM B3POCJIOr0, YaCTHYHOE,
YCTOMYMBOE, CAaMOCTOSTENbHOE; MOApaKaHUE BU-
JUMOM apTUKY/IAINHM OTCYTCTByeT. IlosBHMIach He-
ycToMunBas ABUraTelbHAs PeaKIyA Ha BUOpAIUIO.
MeJikad v KpyIiHasa MOTOpHKa HapylleHa. BHuMmaHue
ycToiunBOe, KPATKOBPEMEHHOE.

Ha KT BucouyHbix koctel (mpod. E. M. 3e-
sukoBud) oT 25.09.2020 r. (3ddexTuBHAT H03a
0,7 m3B) (puc. 1, 2). CnpaBa HapylleHa IIHeBMa-
THU3aIUs 4YacTU sAYeeK COCIeBUAHOTO OTPOCTKA.
HapyXHBIN CJIYXOBOH IMPOXOZ UMeET OObIYHBIHN J1a-
MeTp. KocTHOe ycThe cityxoBoH TpyObI M 6apabaHHast
MTOJIOCTh UMEIOT OOBIYHYIO GOpMY, THEBMATHU3UPOBA-
HBI. MOJIOTOYEK U TeJI0 HAKOBAIBHU CHOPMUPOBAHEI
[IPaBUIBHO. JIJTMHHBIA OTPOCTOK HAKOBAJIbHU, HAKO-
BaJIbHe-CTPEMEHHOE COWIEHEHNE U DJIEMEHTEL CTpe-
MeHM JUCIUIacTHYHBL. OTMedaroTcsi KOCTHAs aTpe-
3Us1 OBaJIbHOTO OKHA. Kpyryioe okHO chopMUpOBaHO
npaBWiIbHO. ba3ajsbHBIM M amMKadbHBIA 3aBUTKU
VAUTKY AUCIUIACTUYIHBI. OTMeYaeTcs CTeHO3 U KOCT-
Has OOJUTepalys YIUTKOBOrO MOJsA (HEBpaJIbHOU
anepTypsl YIUTKY) . [TonyKpyKHBIE KaHAJH He cdop-
MmupoBansl. [IpeasBeprie chOpPpMUPOBAHO IIPABUIb-
HO. BHyTpeHHU CJIyXOBOM IIPOXO0Z Cy:kKeH 70 1,8 MM.
OTMeuaroTcs CTeHO3 KaHasIa JINI[eBOro HepBa U JIVC-

Puc. 1. KommbioTepHas ToMorpaMMa IpaBoOil BUCOYHOM KOCTH.
AkcuanbHasA MpoeKIuA. BHyTpeHHU CIyX0BO ITPOXO0Z, CY>KeH /10
1,8 MM. OTMedaroTcsl CTEHO3 U KOCTHasA obnuTepanysa (arpesus)
HEBPaJIbHOH allepTypHl YIUTKH
Fig. 1. Right temporal bone, CT-scan, axial. Narrowing of the
inner ear canal up to 1.8 mm. Stenosis and bone obliteration of the
cochlear neural aperture
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TOMHS KHU3Y TUMIIaHAIBHOHN YacTu. KpymHEble cocy-
26 6e3 0COOEHHOCTEH.

CieBa OTCYTCTBYeT ITHEBMAaTHU3aIUs s4eeK CO-
CI[EBUZHOTO OTPOCTKAa. Hapy)XHBbIN CIyXOBOU IIpO-
X0 WMeeT OOBIUHBIN aguamerp. KocTHoe ycThbe
CIyXOBOW TpyObI U OapabaHHAas IOJOCTb WUMEIOT
00bIYHYI0 pOpMy, THEBMATH3AIWA PE3KO Hapylle-
Ha 3a CYeT HaJIM4YUsA dKccyzara. MoJIOTOYeK, Teslo
HaKOBAJIbHY, /[JINHHBIA OTPOCTOK HAKOBAJIbHU U
HaKOBaJIbHe-CTPEMEHHOE COWIeHeHHe CchOopMHUpo-
BaHBl IIPABWIbHO. ApKa CTpeMeHHU OTYEeTINBO He
mpocyexuBaercsi. OTMedaeTcss KOCTHAs aTpe3us
OBaJBHOrO0 OKHA. Kpymioe okHO choOpMUPOBAHO
NpaBWiIbHO. ba3zanipHBI W anuKadbHBIA 3aBUTKU
VIUTKU AUCIUIACTUYHBI. OTMedaeTcs KOCTHas 00-
JIUTEepalus yJAUTKOBOTrO TojA (HeBpaJbHOU amep-
TypBI YIUTKH). [ToMyKpy>KHBIe KaHATBl He cHopMu-
poBaHbL. IIpesnBepre cHOpPMHUPOBAHO IIPABIILHO.
BHyTpeHHUI CIyXOBOW TPOXOZ CyXeH Zo 1,5 MM.
Kanan nuneBoro HepBa uMeeT OOBIYHBIN JHa-
MeTp, TUMITAHAJIbHAA YaCTh JUCTONMPOBAaHA KHU3Y.
KpymHbie cocyzbl 6e3 0cobeHHOCTEH.

Ha MPT rosoBHOro moasra, MOCTO-MO3KE€4YKO-
Boro ymia oT 25.09.2020 r. (1,5 T): MP-kapTuHa
YMEPEHHO BBIPAKEHHOW CMeENIaHHOW ruzporeda-
Juy, BapuaHTa cuHzpoma /[lenau—Yokepa, [ABYCTO-
POHHeH aHOMaju{ pasBUTUA BHYTPEHHEro yxa.
BrIgBieHHBIE M3MeHEHHdA, BepOSTHO, COOTBETCTBY-
IOT ZIByCTOPOHHEH aIuia3uy IpejiBepPHO-YIUTKOBBIX
HepBoB (puc. 3, 4).

11.03.2021 r. maumenTt C. noctynuwi B ®I'BY
HMIIIO ®MFBA Poccuu B 1eIX J000C/Ie10BaHuS U
ompezieieHus fanbHeNIIel TaKTUKU BeleH!s B OT-
HOIIEHWY BO3MOXKHOCTH IIPOBeJEHUS XUpyprude-
CKOH peabWIuTalluM ClyXa — KOXJIeapHOM HMMILIaH-
Taluu.

Puc. 2. KoMmbioTepHass TOMOrpaMMa IIPaBoOil BUCOYHOM KOCTH.
Koponapnas npoeknusa. OBasbHOe OKHO 3aKPBITO KOCTHOM TKa-
HbI0 (aTpesust). [1oMyKpyKHbIe KaHAJIbI OTCYTCTBYIOT
Fig. 2. Right temporal bone, CT-scan, coronal. Oval window is
closed by bone tissue (atresia). Semicircular canals are absence
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Puc. 3. KomnbloTepHas TOMOTpaMMa JIEBOM BHCOYHON KOCTH.
AxcuanbHasd mpoekuusa. B 6GapabaHHOM IOJOCTH OIpeziensaeT-
¢ dKCcyZaT. BHyTpeHHUl ciIyxoBoM mpoxoZ cyxeH o 1,5 M.
OrMmeyaeTcs KOCTHAA aTpe3us HEBPAJIbHOM anepTyphl YIUTKU
Fig. 3. Left temporal bone, CT-scan, axial. There is an effusion in
the tympanic cavity. Narrowing of the inner ear canal up to 1,5 mm.
Stenosis and bone obliteration of the cochlear neural aperture

B oTzeneHuu cypzonoruu u ciayxopeueBou pea-
6wrnranuy nanreHTy C. BHIIIOJHEHO pacUIMpeHHOe
ayzuosorudeckoe obcieZoBaHMe: TUMIIAHOIDaMMa
Ttuna B ¢ aByx ctopoH, 3BOAD He 3apeructpupona-
Ha C IByX CTOPOH (COOTHOIIeHNe CUTHAJI-IIyM UMeeT
OTpULIATENbHYIO Koppesanuio) (puc. 5).

[Ipu npoBeaenuu perucrpauuu KCBII ¢ ncnosnb-
30BaHMEM JuarHoctuyeckoro curHasa Chirp-LS

(BoszmymiHOe npoBesieHne) (puc. 6) V muk He peru-
CTPUPOBAJICA BIUIOTb [0 MHTEHCUBHOCTU CTHMYyJIa
100 gb, xocTHOe npoBeZieHre — V UK He PerucTpu-
poBaICA BIUIOTH J0 MHTEHCUBHOCTU cTuMya 60 ab.

[Mpu mpoBezeHun ASSR-TecTa OBLTHM 3aperu-
CTPUPOBaHBI IOPOTU OTBeTa Ha ypoBHAX 90-100 gb
Ha OCHOBHBIX YacToTax (puc. 7), HA OCHOBAaHUU KO-
TOPBIX GBUIM PACCUUTAHBI IIPeAIoIaraeMble IIOPOru
ciyxa manuenTa C (puc. 8).

KoHcynpranusa  cypzomezarora: HapylleHHe
OOIIETO MMCUXUYECKOTO M GU3NIECKOTO Pa3BUTHUSA B
pesysibraTe MHOXXecTBeHHbIX BIIP (Hapyuienue ciry-
xa, 3peHus, 3aZiep:kKka pedeBoro pas3sutus (3PP) u
3azep:kka ncuxudeckoro paszButus (3I1P). [Noteps
CJIyXa TPaHUYUT C TIIYXOTOMU.

Jlanubie MPT 1.5 Tecsia 6bUTM TIEPECMOTPEHBI
npodeccopoM peHTreHosorom E. K. 3eqUKOBUY:
yCTaHOBJIEHA aIlIa3us IIpe/IBepHO-yJIUTKOBLIX Hep-
BoB. Ha ocHOoBaHMM NIpOBeAeHHBIX ayAUOJOTHYe-
CKUX U JIy4eBBIX METO/IOB IUAaTrHOCTUKH BpadyeOHOMH
KOMUCCHEH cZleJIaHO 3aKJII0UueHre O HelleJaecoo6pas-
HOCTH IIPOBeZIeHUs KOXJIeapHO! MMIUIaHTalluu JaH-
HOMY peOeHKY.

OGcy:xaeHue

[MporHo3upoBanue 3PpPEKTUBHOCTH  KOXJIe-
apHoil uMIulaHTauuu y mnanueHToB ¢ CHARGE-
CHH/IDOMOM — TPyZHAs 33Jada BCJIEACTBUE TeTepo-

Puc. 4. MPT B pexxume T2. C 06eux CTOPOH CTPYKTYPBI BHYTPEHHETO yXa Ipe/ICTaBIeHbl YIMTKON U NpeAABepreM. [I0IyKpyKHbIE Ka-
HaJIbl OTCYTCTBYIOT. OCHOBAaHME MOJHOJIOCA PE3KO YIUIOTHEHO, YTOJIIIEHO. BHYTPEeHHUI CIIyXOBOI IIPOX0Z PE3KO CY)XKeH, KoXJleapHas
HOPLKA [IPeZBEPHO-YIUTKOBOT'O HEPBA He IIPOCIIeKUBAETCS
Fig. 4. MRI, T2 protocol. Visualization of the inner ear: cochlear and vestibule. Semicircular canals are absence. Basis of the modiolus is
thicken. Inner canal is highly narrowed, cochlear portion as a part of cochlear-vestibular nerve isn’t visible

N}

Puc. 5. Perucrpannsa 3BOAD cieBa 1 ciipaBa (He 3aperucTpupoBaHa) nanueHTa C.
Fig. 5. TOAE (didn’t register), both ears, patient S.
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Puc. 7. ASSR-Tect nanuenra C.
Fig. 7. Auditory steady state response(ASSR)-test, patient S.

TeHHOCTHU NTPU3HAKOB, IIPECTaBIEHHBIX B CTPYKTYPE
curgpoma. Cama 1o cebe omepanus MpezAnoaraet
orpeiesieHHbIE CJIOXKHOCTA W HECET 3HAYUMBIE PH-
CKU BCJIEACTBUE AHATOMUYECKUX OCOOEHHOCTEN
CTpOeHUsI BHYTpPeHHero yxa. Bo Bcex wuccienoBa-
HUSAX, OLeHUBAIUX 3(GEKTUBHOCTh KOXJIeapHOH
VMIUTAaHTAI[UH Ha TIpeJi- ¥ MOCIE0NePaliOHHOM 3Ta-
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max, coo0Iasocs 06 yaydlleHuH ayJuoJOruuecKux
nokasareneid. OgHaKo 3QpPEeKTUBHOCTh KOXJI€apHOU
UMIUTaHTauu y geteii ¢ CHARGE-cungpomom 6biia
HIDKE B CpaBHEHUH C ee 9PEKTUBHOCTHIO Y IeTel, He
MMeBIINX B ;lUarHo3e JaHHOro cuHApoMma [14, 15].
[lpu rHMmNoO/amia3uu CIyXOoBOro HepBa 3dpdek-
TUBHOCTh CIYXOpPEYEeBOW peabWInTalluK TIOCIe
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Puc. 8. [IpeAnonaraeMsle IIOpOry ciiyxa nanuenTa C.
Fig. 8. Estimated hearing thresholds, patient S.

KOXJIeapHOM MMILIAaHTAllUM HU3Kasd, MOCKOJIbKY He
TIPOUCXOAUT WCTUHHOM 3JeKTPHUYeCKOU CTUMYIIs-
uuu ciayxoBoro Hepsa [16]. Tak kak B HOpMe JAua-
METp BHYTPEHHEero CJIyXOBOI'O IIPOXOZla COCTaBJAET
3-5 MM (B 3aBHCHMOCTH OT BO3pacTa), BBIABJIEH-
Hei Ha KT BHCOUHBIX KOCTeW Y3KUM BHYTpEeHHUU
CJIyXOBOM TIPOX0J, SIBJsAETCA IOKa3aHWeM /I IIpo-
BeZieHnAaA MPT rosoBHOro Mo3ra 1 CJIyXOBBIX HEpBOB.
OxoHuaTelbHOE pellleHre O MOTeHINATbHOU dddek-
TUBHOCTU KOXJIEADHOM MMILIAaHTallUM cjIefyeT pac-
cMaTpuBarh Inocie nposezsenusa MPT, B uaeane MPT
3 Tecsa, T2 B3BellleHHBIE M300pakeHUA, peXXUM fat
spin-echo koco-carurTasbHas MPOEKIUA, ITepIeH/IN-
KYJIIPHO K OCU BHYTPEeHHETro CJIyXoBoro nmpoxoza [19].

Psap uiccnezoBatesieil npezmosaraeT, 4YTo B CIIy-
yae BbIABJIEHUA allJla3uy CJIYXOBOTO HepBa Ha Ipej-
ONepalliOHHOM 3Talle /IMarHOCTUKU CTBOJIOMO3-
roBas MMIUIAHTALUs SBJIAETCI METOZOM BBIOOpa B
BeJleHUH TTO0OHBIX MAI[eHTOB. [10 MHEHUIO APYTUX
V4eHbIX, y JaHHOM KaTeropyu MaljieHToB Ha IepBOM
JTame IfejecoobpasHa KoxJeapHas WMILUIaHTAIlWA,

ITOCKOJIbKY HeKOTOphle ZeTu mocie KM crmoco6HbBI
pas3nuyarth cyoBa U ¢pasbl KaK B 3aKPHITOM, TaK U B
OTKPBITOM BBIOOpE, YTO, B CBOIO OUepelb, IIO3BOJISET
n36eaTh MPOBeJeHUA HEHMPOXUPYPrUUecKoi orie-
pamuu [18].

[IpeponepanonHaa MPT-guarHoctuka  uc-
KJIIOYUTENbHO BadkHa uia nanueHToB ¢ CHARGE-
CUHZpOMOM. /lyajior ¢ BPayoOM-pEeHTTEeHOJIOTOM U
TOYHAas OlleHKa COCTOSIHUA CIyXOBOTI'O HEpBa IIpHU Cy-
Y)KeHUU BHYTPEHHEro CJIyXOBOTO IIPOXOZia MO3BOJIAT
n36exaTh HEHY)KHOTO (KoxyeapHas MMIUIAHTAIIMS
IIpU aIlasuMd KOXJIeapHOW IOPIUU Ipe/ABepHO-
YJIMTKOBOT'O HEPBa) WX HElleJIecO0OPa3HOTO U OIac-
HOro (CTBOJIOMO3roBas MMIUIAHTALMA IIpU TUIOILIA-
3UM KOXJIEapHOM MOPIUU Ipe/ABepHO-YIUTKOBOI'O
HepBa) XUPYPIU4YeCcKOro BMellaTeJbCTBA 1 [IOMOXKET
CIIPOTHO3MPOBATh U pa3paboTarh MporpamMmy pea-
6wintanuu pebeHka.

ABTOpBI 3aSIBJIAIOT 00 OTCYTCTBUH KOH(IIHK-
Ta UHTEPECOB.
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