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Pesiome

CuuopoMm CHARGE - pepkoe reHeTuuyeckoe 3aboneBaHMe, XapaKTepu3ytoLleecs CoOYeTaHMeM BPOXAEHHbIX AedeKkTos. [1pu
CHARGE-cMHopome Hanbonee yacto BcTpeyatotcs aHomanum cnyxosoro Hepsa (CH). CoctosgHue CH uMeeT BaxHOe 3HaueHue
N9 KaHAMAATOB Ha KoxneapHyto umnnantaumio (KW). Pewenne o nposeaeHnn KN 9BnseTcs CIOXHbBIM B CBA3M C HAIMUMEM aHO-
Manuii BHYTPEHHErO yXa, 3aleP>XKKW Pa3BUTUS 1 TSHKENOM COMYTCTBYIOLLEN NATONOMUK, YTO MOXET MOBUATbL HA AaNbHENLWY0 pea-
6unutaumio. Llenb gaHHoM paboTbl — NpOBECTM aHanM3 nuTepaTypbl NO pe3ynbTaTaM CayxopeyeBon peabunutaumnm nocne KM
npu aHoManuax CH y naumentoB ¢ CHARGE-CMHAPOMOM M NpeacTaBuTb ABa COBCTBEHHbIX KIMHUYECKMX HabaoaeHUs aeTen
¢ CHARGE-crHapoMom, koTopbiM 6bi1a npoBeaeHa K. Ha 0CHOBaHWM AaHHbIX IMTepaTypbl U COBCTBEHHBIX KIMHUYECKMX Habnto-
[eHWUI NoKasaHo, YTo obHapyxeHue rmno-/annasumn CH He MoxeT BbiTb abCONMOTHBIM NPOTHBONOKA3aHMeM K KW, mockonbky npo-
BeneHue K/ npuHecno onpeneneHHyo noab3y AETAM, y4acTBOBABLUMM B UCCIef0BaHMAX. Pe3ynbraTel peabunntaumm 3HaunTenbHO
BapbMPOBANMCh OT MPOCTOrO YNYYLUEHNS CBA3U C BHELUHMM MUPOM, MOSIBNIEHMSI CMOCOBHOCTM pa3nnyath 3ByKW OKpYXKatoLLen cpeabl
[10 OBNAAEHMNS YCTHOM peubto. [10 AaHHBIM COBCTBEHHbIX HAbNOAEHU, Y 060UX AeTel eCTb peakums Ha 3BYKM, OOMH OTKITMKAETCS
Ha MMS$, MOHUMAET NpocTbie pa3bl, BTOPOM MCMOb3YEeT B OOLEHUN 3BYKM M CNOTU, HO B BbITy NPenMyLLECTBEHHO MOJb3yeTCs
xectamu. letn ¢ CHARGE-cMHApPOMOM Hy[atoTCs B HabtoaeHUM MyNbTUANCLUMNAMHAPHOM KOMaHAbI CneumanmncTos. [oBbleHne
0CBEAOM/IEHHOCTM BPa4yeM 0 3HAYEHUM paHHErO BbISIBNEHWS HapylieHui cnyxa y aeten ¢ CHARGE-cMHAPOMOM M BO3MOXHOCTAX
paHHel cnyxope4yeBon peabunutaumm geTen 9BnseTcs akTyanbHOM 3aga4en.

KntoueBble cnosa: ren CHD7, anna3uns cyxoBoro HepBa, rmnonaasus CIyxoBOro HepBa, cyxopeyesas peabununtaums, koxneap-
Hag UMNAaHTauua
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Abstract

CHARGE syndrome is a rare genetic disorder characterized by a combination of birth defects. In CHARGE syndrome, auditory
nerve (CH) abnormalities are most common. The state of HF is important for candidates for cochlear implantation (Cl). The deci-
sion to have a CT scan is difficult due to the presence of inner ear abnormalities, developmental delay, and severe concomitant
pathology, which may affect further rehabilitation. The aim of this work is to analyze the literature on the results of hearing
and speech rehabilitation after Cl for HF abnormalities in patients with CHARGE syndrome and to present two of our own clin-
ical observations of children with CHARGE syndrome who underwent Cl. Based on literature data and our own clinical obser-
vations, it has been shown that the detection of HF hypo-/aplasia cannot be an absolute contraindication to Cl, since Cl has
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brought certain benefits to children who participated in the studies. The results of rehabilitation ranged significantly from
a simple improvement in communication with the outside world, the appearance of the ability to distinguish environmental
sounds to mastering oral speech. According to their own observations, both children have a reaction to sounds, one responds
to a name, understands simple phrases, the second uses sounds and syllables in communication, but mostly uses gestures
in everyday life. Children with CHARGE syndrome require the supervision of a multidisciplinary team of specialists. Raising
awareness among doctors about the importance of early detection of hearing disorders in children with CHARGE syndrome
and the possibilities of early auditory rehabilitation of children is an urgent task.

Keywords: CHD7 gene, cochlear nerve aplasia, cochlear nerve hypoplasia, auditory and speech rehabilitation, cochlear implantation
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BBEAEHUE

CocTosiHne cnyxooro Hepsa (CH) umeeT BaxkHOe 3Have-
HWe A9 KaHAMAATOB Ha KoxneapHyto umnnanHTauumio (KM). Mo
pa3HbIM OUeHKaM, rmno-/annasus VIl napbl yepenHbix He-
pBOB BCTpeyaeTcs peHTreHonoruveckn y 0,8 n 1,8% peteit
¢ nonHow rnyxoton [1]. AHomanuun CH paHee cumnTanuce npo-
TMBOMOKa3aHWeM K nposeaeHuto KM, nockonbky pesynbra-
Tbl peabunuTaumm HeoAHO3HaYHbl, 0COBEHHO NpK COYETaH-
Hom natonoruu [2, 3]. AHomanum VIII napbl yepenHbix HEPBOB
Hanbonee yacto BcTpeyatotcs npu CHARGE-cuHapome [4-6].
B HacTodwee Bpems B nuTepaType onybankoBaHo Bonbluoe
YUCNO KAMHUYECKMX HABNOAEHMI, COrNACHO KOTOPbIM AEeTH
¢ runo-/annasmen CH npn CHARGE-cuHopome nonyuyatot
onpeneneHHble MPeUMyLLECTBA B pe3ybTate ClyXOpeyeBow
peabunuTauum nocne onepauum. Pewexne o nposeaeHnm KN
SABNAETCS C/IOXKHbBIM B CBA3M C HaIMUMEM aHOMANbHOM aHaTo-
MWK ¥ MOBbILIEHHOM YAaCcTOTON OCNOXHeHMI. Kpome Toro, pe-
abunutaums y peteit ¢ cuHgpomoM CHARGE npaktuueckwu
BCEraa 3aTpyLHEeHa M13-3a 3aePXKKU Pa3BUTUS U TSHXKENOM CO-
nyTCTBYIOLWEN natonoruum [3,7].

Lenbto faHHOM cTaTby gBASieTCS 0630p AaHHbIX MTepaTy-
pbl MO pe3ynbTataM cyxopeyeBon peabunutaumm nocine KU
npu aHoManusax CH y naumnentos ¢ CHARGE-cuHapomoM, ae-
MOHCTpauums pe3ynsratoB KM Ha ocHoBe COBCTBEHHbIX KNK-
HUYECKMX HAbNOLEHMIA U NOBbIWEHWE OCBEAOMIEHHOCTH
Bpayei 0 BO3MOXHOCTSX PaHHEN cnyxopeyeBor peabunu-
Tauuu oeTen.

CMHAPOM CHARGE

Cunopom CHARGE - 370 pepkoe reHeTuyeckoe 3a-
6oneBaHMe, XxapaKkTepusyrLeecs CI0XKHbIM CcoYeTaHUeM
BpOXAEHHbIX AedekToB. Bnepsbie oH 6bin onucan B.D. Hall
n H.M. Hitter et al. 8 1979 r. kak accoumaums Npu3HaKoB, KO-
TOpasi xapakTep130Banacb COYETaHWEM aTpe3nn X0aH C Apy-
TMMU QHOMANMAMK PA3IUYHBIX OPraHOB M CUCTEM B rpynne
n3 17 peteit [8, 9]. B 1981 . R.A. Pagon et al. [10] npeano-
XWNK OnarHoctuyeckme kputepun u abbpesmatypy CHARGE,
06006LWatoLLYI0 WeCTb OCHOBHbIX KNIMHUYECKMX MPU3HAKOB
accoumnaumm: C (coloboma) — konoboma pagyxku, ceTyaTku,
cocyancTon 060M104KHM, AMcKa 3puTenbHoro Hepea; H (heart
defects) — aHOManuu cepaeyHoO-COCYAUCTOM cucTeMbl; A (atre-
sia of choanae) - atpe3us unu cteHo3 xoaH; R (retardation
of growth and development) - peduumT pocTa, oTCTaBaHue

B pa3sutuu; G (genital anomalies) - aHOManuu NONOBbIX
opraHos; E (ear abnormalities and sensorineural hearing
loss) — aHOManuu opraHa cyxa U CeHCOHEeBpasnbHas Tyro-
yxocTb (CHT) [11-13].C 2004 no 2010 r. B rpynnax nauMeHToB
¢ CHARGE-cnHopomom B 60-67% cnyyaes Bbinm obHapyxe-
Hbl MyTauum B reHe CHD7, 4To NO3BONUAO 40OKA3aTh HEC/TyYait-
HOCTb TaKOr0O COYETaHMS CUMMTOMOB W BbIAENWUTb CUHAPOM KaK
CaMOCTOATENbHYH0 HO3010rMYecKyto eamnHuuy [14, 15].

PacnpoctpaHeHHocTb CHARGE-cMHapoMa B Hactod-
Lee BpeMS CYUTAETCS HEAOCTAaTOYHO M3YYEHHOW U, MO AaH-
HbIM pa3HblX aBTOpPOB, coctaBnseT oT 1 Ha 8 500 no 1 Ha
12 000 HoBoOpOXAeHHbIX [4, 16]. Yalle Mbl UMeeM Aeno co
CMOPaAMYEeCKUMU CIYYasiMU, BO3HMKLUMMKU de novo, N03TOMyY
peKyppeHTHbIN puck He npesbiwaeTt 1%.Ten CHD7, pacnono-
XXeHHbIN Ha 8- xpomocome (8q1l2.2), kogupyeT 7-1 JHK-cBs-
3blBatOWMIA BenoK xenukassl XxpomogoMeHa (chromodomain
helicase DNA-binding protein 7). 310T 6enok gsnsercs
AT®-33BUCHMbIM PEMOAENSITOPOM XpoMaTHHa. OH BAMSET Ha
CTPYKTYpY XpPOMaTWHA, OTBEYaeT 33 COOPKY M OpraHu3aLmio
HYK/I1€0COM W, TaKMM 06pa3oM, perynmpyeTt 3KCNpeccuto re-
HoB [15, 17, 18]. BoNbWMHCTBO NaTOreHHbIX BapMaHTOB reHa
CHD7 npuBoadt k notepe QYHKUMU, T. €. K HAPYLUEHMIO CUH-
Te3a 6enka. [MokasaHo, 4To npoaykT reHa CHD7 akTMBEH Ha
paHHMX CTaguax ambpuoreHesa, BAUSIET HA aKTUBHOCTb He-
CKOMbKMX CUTHANbHbIX MyTeW U KOHTPONMPYET 3KCNPeccuio
6enKoB, OTBETCTBEHHbIX 33 MPABWUIbHYIO OpraHu3auuio ye-
penHo-NnLLEBOrO CKefeTa, pa3BuTUe cepaua M Apyrux opra-
HOB, 4TO 0BYCNaBNMBAET CNeLMdUIECKMiA KOMMIEKC MOPOKOB
pa3BuTus. OH TakKe MHIMOUPYET NyTb PETUHOEBOWM KMUCNOTbI,
rMnepakTMBHasg nepenayva CUrHan0B KOTOPOM CUMTaeTCs npum-
4YMHOM aedekToB BHYTPeHHero yxa [19, 20].

[aneko He y Bcex aetei ¢ npusHakamm CHARGE-cuH-
LpoMa 06HapyxuBatoT MyTauun reHa CHDZ. B 10 e Bpems
OMMCaHbl Cy4Yan C HEMOMHOW KIMHUYECKOM KapTUMHOM (aTu-
MUYHbIE CNTy4au), NPy KOTOPbIX BbISIBNIEHbI NAaTOreHHbIE Bapu-
aHTbl 3TOro reHa [6]. B nccnegosanuu G.E. Zentner et al. npo-
aHanNM3MpOBaHbl KNMHUYeCKne 0cobeHHOCTV 379 nauneHToB
C KAnHnYeckmmu npmusHakamu CHARGE-cuHapoma, kotopbiM
6bl1 NPOBEAEH reHeTUYecknii aHanus reHa CHD/Z. ABTopbl no-
Kasanu, 4To y NaumeHToB ¢ MyTauuamu reHa CHD7 no cpas-
HeHMIo C naumeHTamum 6e3 fedeKToB 3TOro reHa yalle BcTpe-
YAKOTCS NMOPOKM PA3BUTUS BHYTPEHHETO YyXa, BK/KYas runo-/
annasuio NONYKPYXHbIX KaHaNoB, Mapanuy nMLeBOro HepBa
(/TH) n konoboMbl rnas, HO pexke HabnAAeTCS 3aepxKa po-
CTa 1 pa3suTus [4].
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CornacHo AaHHbIM NUTEPaTypbl, aHOMaNMKU YepenHo-Mo3-
roBblX HepBoB Haubonee yacto conpoeoxaatoT CHARGE-cuH-
[poM. B 0HOM M3 KNIMHMYECKMX MCCNEeRO0BaHWUIA, OCHOBAHHOM
Ha MarHWUTHO-pe30HaHcHoM Tomorpaduu (MPT), pacnpocTpa-
HeHHoCTb rnno-/annasumn CH y naumentoB ¢ CHARGE-cuH-
[pomoM Bbina BhisBneHa B 81% cnyyaes, a cpeau naumeH-
ToB ¢ ABycTopoHHei CHT (OCHT) pacnpocTpaHeHHOCTb rmno-/
annasun CH coctasmna 92% [5]. CoobuwaeTtca o pedekrax
VI yepenHoro HepBa, KOTOpble NPUBOAST K BHYTPEHHEMY KO-
cornasmio [15]. Mapanny JIH n acumMmeTpusa nnua oTMeYeHsb!
y 39% naumeHToB ¢ MyTaumsamu B reHe CHDZ, Torga Kak B rpyn-
ne 6e3 mMytaumi — Tonbko B 19% cnyyaes. TpyLHOCTM C rnoTa-
HMeM n3-3a aucdyHkumm IX, X n/mnum XI yepenHsix HepBOB Tak-
Xe aBnarTCs obLier ocobeHHocTbio cuHapoMa CHARGE [4].

Mo maHHbIM psfga uccneposaTenei, pacnpoCcTpaHeH-
HOCTb HapyweHui cnyxa npu CHARGE-cuHapome pocturaet
89% [21]. YacToTa BCTpeyaemocTn Tsxenon CHT 1 rnyxoTs
coctaBnsieT oT 34 0o 38% [13], n103TOMYy YacTo BCTaeT BOMPOC
o npoeeneHuun KA.

[pyrve BpoxaeHHbIe NOPOKKM PA3BUTUS, MO AAHHBIM uTe-
paTypbl, BCTPEYAKOTCS C Pa3/IMYHOM YaCTOTOM B 3aBUCUMOCTH
oT 06CNeoBaHHOM rpynmbl: Konobomsl a3 - B 56-81% cny-
4aes, NOPOKM Pa3BUTUA cepaLa — B 76-92%, aTpesuns xoaH —
B 36-55%, runonnasms Tumyca — B 50%, nedopmaumm nnua
W pas3fnyHble BUAbI paclennH — B 48%, KOTHUTUBHbIE Ha-
pYLIEHMS M TMNONAA3uMKM NONOBbIX OpraHoB — B 78-81%, 3a-
[lepxKa pocTa — B 37-44%, Tpaxeo33odaranbHas ductyna —
B 19%, nopoku paseuTtus novek — B 32%, NOPOKM pa3BUTUS
KOHe4HocTel — B 33% Habniopenuit [4, 14, 15, 22-24]. Mpwu
CHARGE-cuHapoMe pacliennHa TBepAOro M Msirkoro Heba
ABNAETCA aNbTepHATMBOM aTpe3nn xoaH [4].

AHOMAJIUU PA3SBUTUA OPTAHA CITYXA
NP CHARGE-CMHAPOME

Mpn CHARGE-cMHApOMe NOpOKM pa3BUTUS MOTYT 3aTPO-
HYTb BCE CErMEHTbI CJTYXOBOM CUCTEMbI. AHOMANUM HAPYXXHO-
ro yxa B BUAE HMU3KOMOCAXKEHHbIX YLHbIX PAKOBWH, acCMMMe-
Tpuu B popMe M pasMepax, 4acTo YaweobpasHoi dhopMbl,
rMNONAasnmM UAKM OTCYTCTBMSA MOYeK oTMeyeHbl B 91% cny-
yaes [14, 25]. AHOManUU BHYTPEHHEro yxa BCTpevaloT-
cs B 98% cnyuvaes. Cpeamn 4acTblX aHOManMi BUCOYHOM KO-
CTM OMMCaHbl MOPOKM Pa3BUTUS CTYXOBbIX KOCTOYEK, aTpe3ns
0Ba/IbHOrO W KPYrMOro OKOH, AUCMNA3na MM OTCYTCTBME MO-
NYKPYXKHbIX KaHAN0B, rMNonnasuns yauTku, aHomanus MoH-
[LWHU, CTEHO3 BHYTPeHHero cayxosoro npoxoga (BCH),
runo-/annasus CH, BeHO3Hble ManbdopMaLMm, aHOMANUK
xomda JIH [6, 26]. AreHe3unsa unm rmnonnasmnsg NonyKpy>KHbIX
KaHanoB npucyTcTByeT y 95% ntofei C NatoreHHbIM BapuaH-
ToM B reHe CHD7,4To nenaet AaHHbIA KIMHUYECKUI MPU3HAK
Hanbonee pacnpoCTpaHeHHbIM M NAaTOFTHOMOHUYHBIM [6, 27],
Mo3TOMY BM3Yyanu3aums NonyKpyxHbIX KaHaNoOB peKOMeH-
[lyeTcs BCEM MaLMEHTAM C aTUMUYHBLIM NPOSBAEHUEM CUH-
npoma. Npennonaraercs, YTo MMEHHO NMOPOK Pa3BUTUS NONY-
KPYXXHbIX KaHanoB 0bycnaBnuBaeT AeduunT BeCTMbynsapHoi
dYHKUMHK, YTO 0OBACHSET HapyLlWeHUs paBHOBECUS, BECTU-
6ynapHyo apednekcuio 1, Kak CneacTeue, 3a4epXKy paH-
HEero MOTOPHOrO pPa3BWTMS, HApYLUEHME MOXOAKM, KOTOPYHO
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3a4aCTyl0 CBA3bIBAOT C AETCKUM LepebpanbHbiM napannMyom
(AU 4, 25].

Bblcokas pacnpoctpaHeHHOCTb runo-/annasum CH B rpyn-
ne nauyneHtoB ¢ CHARGE-cuHapomoM Gbina noateepxaeHa
B page uccnenosanuii [27-30]. Hannune aHomanum CH noa-
TBEPXAAETCS AAHHBIMM KOMMNbOTEpHOW ToMorpadum (KT) Bu-
COYHbIX KocTer u MPT mMoctoMo3xeukosoro yra (MMY). Mo-
KazaHo, yto MPT MMY no3BonsgeT npoeect 6osiee TOYHYHO
Bm3yanmsaumto CH [5]. B cepeanne onnnbl BCIM CH xopo-
WO BMAEH B NEepeaHEHMKHEM MOMOXKEHUN PSLOM C APYTMMU
Hepeamu: JTH B nepegHeBepXHen 4acTu, @ BEPXHWUIA U HKHUIA
BECTMOYNSAPHbIE HEPBbI — B 3a4HEBEPXHEN M 3a[HEHMXKHEN
4aCTAX COOTBETCTBEHHO. JTO AAET BO3MOXHOCTb OLLEHUTb Ana-
meTp CH no cpasHenuto ¢ JIH [31]. M.A.Holcomb et al. nokaza-
N1, 4TO Hanbonee pacnpocTpaHeHHbIMK BbinK rMNo-/annasmus
MONYKPYXKHOrO KaHana, KoxiieapHas AMCMNaasus M aHoManuu
npepneepus. CreHo3 BCI onpepensanca B 73% HabnoneHui,
Cy)XeHue MUIM OTCYTCTBME anepTypbl YAUTKKM OblN0 BbISBAEHO
Ha KT BucouHom koctn B 11 13 16 Habnonenui. MNpu obcne-
[oBaHuK ¢ nomolbto MPT MMY runo-/annasusa CH onpenene-
Ha B 10 3 11 npoaHann3npoBaHHbIx ywei [5].

BaxHon nHdopmauumen, nonydaemont ¢ nomowpto KT Bu-
COYHbIX KOCTEN, sBnseTcs BenmumHa BCI1, nockonbky oHa Mo-
XeT CBuAeTenbCcTBoBaTb 06 aHoManuu CH [27]. Ha ocHoBa-
HWK cBomx uccneposaHuii A.K. Morimoto et al. pekomeHaytoT
cumntaTb BCI cy>XeHHbIM, eciv ero AMaMeTp CoCTaBasgeT Me-
Hee 2 MM. CTeHO3 anepTypbl YIWUTKK, T. €. 0bnactb nogxoaa CH
K Moamonycy, onpeaensncs Kkak anametp <1,16 mm, cornacHo
paborte J.H.Jang et al. [32]. Anna3sunen cumtaetca oTCcyTCTBUE
Bu3yanusaumm CH B pa3nuuHbIX NIOCKOCTIX NpWU npoBsese-
Hu MPT MMY. Tunonnasusa onpegenseTcs Kak MeHbLUWA an-
ameTp CH no cpasHeHuto ¢ JIH uamn ecnm guametp CH MeHb-
we 1/3 pnametpa BCI [27,32, 33].

[aHHble NuTepaTypbl NO3BONAKOT MPEANONIOKUTb, YTO
y naumenToB ¢ CHARGE-CMHAPOMOM M y3KMM KOCTHBIM KaHa-
nom CH nonb3a ot KM MoxeT BbiTb OrpaHMyeHa BCneacTeme
CONYTCTBYIOLLMX HEMPOHHbIX aHoManuint. OgHako 3Ty runoTe-
3y HeobxoLMMO NOATBEPAMUTL B KIMHUYECKUX YCIOBUSX, NO-
ckonbky CHARGE-cMHApPOM COMPOBOXAAETCS MHOXECTBEH-
HbIMW MOPOKaMM Pa3BUTUS U CEHCOPHbIMU HapyLUEHUSMMU,
KOTOpble TaKKe MOTyT BAUATbL Ha 3ddekTuBHOCTb KU, TeM He
MeHee cyxeHune BCIT He LOMKHO MCNONb30BATLCA B KAYecTBe
€4MHCTBEHHOr0 MPOTrHOCTMYECKOro (HakTopa Npu NpUHATUM
pelleHuns o npuMeHeHun KM no cpaBHEHUIO CO CTBOSIOMO3-
roBOW MMMNNAHTaLMEN, T. K. HEKOTOpble feTu c aHomanmen CH
MOTYT MUMETb BOJIOKHA, UHHEPBUPYIOLLME YIUTKY, Pa3peLleHune
KOTOPbIX HMXKE TeKYLLMX ayAMO0N0rMyYecKmX, 3NeKTpodusmnono-
TMYECKUX U BU3YaNU3NDYIOLLMX UCCNefoBaHnii [34].

PE3YNIbTATbI C/TYXOPEYEBOI PEABUNTUTALIUU
NOC/NE KOXJIEAPHOM UMMNAHTALUU
Y OETEN C CHARGE-CUHOPOMOM

Peabunutaums cnyxa y petenn ¢ CHARGE-cuHopomom
nocne KM yacto 6biBaeT COXHOM M3-3a COMYTCTBYHOLWMX
npobnem, TakMx Kak noTeps 3peHus, NOPOKK cepala, Tpa-
XE0TOMUS BCIEACTBME MOMHOM aTpe3nM X0aH, 3afepXKKa NCu-
XMYECKOro pa3BUTHS, HapyLleHne nuTaHus. CnegyeT OTMETUTD,



YTO LETU C HapyLeHWeM 3peHns B Bonbluel cTeneHu 3aBu-
CAT OT CNyXa, NO3TOMY paHHA peabunutaums g HUX umeet
6onbwoe 3HayeHue. PanHsas KU npu taxenon CHT m rayxo-
Te BaxHa 4ng obecneyeHns cBa3n pebeHka C OKpyXKakLmM
MWUPOM M yYLlero NCMXOMOTOPHOrO pa3BuTug. [loaToMy na-
umeHTbl ¢ cnHapomMoM CHARGE pomkHbI Kak MOXHO paHb-
e NpoMTK ayanonornyeckoe obcnenoBaHne U AMArHOCTU-
Yeckyl BM3yanusaumio, BkaYaowyo B cebs KT BUCOUHBIX
koctert u MPT MMY [12]. ConyTcTtBytowme 3aboneBaHns Mo-
rYyT OCNOXHWUTbL CTyXOpeyeBy peabuanTaumio NnaLuMeHToB
¢ CHARGE-cnHapomoM. Tem He meHee aetam ¢ CHARGE-cuH-
LpoMOM BCe vale nposoauTcs KM paxe npu Hannymu 3a-
[LePXXKM Pa3BUTUS, 4TO CBA3AHO C HEOOXOAMMOCTbIO yayuLle-
HWS KayecTBa UX Xm3Hu [35, 36].

B uccnepoBaHuun B.G. Lanson et al. Tonbko 1 pebeHok
CMOr 06LWaTbCs C MOMOLLbBIK YCTHOW peyu, YTo MO3BOAMAO aB-
TOpaMm CAenaTb BbiBOA, O TOM, YTO pa3BWUTME YCTHOM peun He
cnepyeT paccMaTpMBaTh Kak OXuaaembli pesynbtat [37]. Mo
baHHbIM S. Arndt et al. u C.S. Birman et al,, H1 oonH pebe-
HOK He OBlaAen YCTHOM peyblo Kak eAMHCTBEHHBIM CNOCOBOM
KoMMyHuKauwmm [38]. B uccnegosanmu C.S. Birman et al. 2 pe-
6eHka ucnonb3oBanu cnoea M npoctele dpasbl [39]. B pane
LpYrvMx UccnefgoBaHUM aHanorMyHo coobLanock, YTo UCNosb-
30Banu YCTHYKO peyb Tonbko 2 n3 10 peten [3], 2 u3 5 ne-
Tei [40] v 2 u3 31 peberka [41]. B pabote N.M.Young et al.
mvwb 1 u3 12 peTei MCNONb30Ban YCTHYK peyb B KayecTse
OCHOBHOro cnocoba KoMmyHukaumum [28]. CornacHo uccne-
[oBaHuto, onybnukoBaHHoMy V. Vincenti et al. B 2018 ., 06-
Hapy>XeHo, 4TO B rpynne nauMeHToB C CUHAPOMOM U C ABY-
ctopoHHen CHT y 2 peteit nocne nposegerns KU B npouecce
cnyxopeyeBon peabunutauun 6bin0 4OCTUTHYTO pasBuTHe
pa3roBOPHOM peuwn, y Apyrnx 3 AeTen ynyywmnocb BOCNpu-
ATWe 3BYKOB OKpYXKalolwen cpeabl, a B KA4eCTBe OCHOBHO-
ro cnocoba obLeHns MCNONb30BaNMNCh 3HAKM U xecTbl [29].

o pesynbTaTaM TecTa «YpPOBHW pa3BUTUSA CAYXOBOTO
Bocnpuatuay» (Categories of Auditory Performance, CAP) Bce
[leTu, y4acTBOBaBLUME B UCCNEL0BaHMM, NPOAEMOHCTPMPOBA-
M CyXOoBble NpenMyLLecTBa nocne yctaHosku KN [42]. Oetu
6bInM CNOCOBHbBI pa3nnyaTh peyeBble 3BykKU nocie peabunu-
Taumun. 1 pebeHoK MCMONb30Ban YCTHYKO peyb B Ka4yecTBe oC-
HOBHOMO cnocoba KOMMYHMKaLMK, a8 2 Apyrux AeTen Moru
MCNOMb30BaTh TONIbKO OTAENbHbIe C1oBa. [laHHoe nccneaosa-
HWe nokasano, 4to y aetel ¢ cuHapomom CHARGE npu uc-
nonb3oBaHuu KM MoryT pa3BuBaTbCs HOBbIE CITYXOBbIE OLLY-
WeHUs 1 HasblkW. CTeneHb 61aroNpuaITHOrO MCXOA4a MOXeT
ObITb PA3NIMYHOM: OT YMEHUS MOAb30BATLCSA TENEPOHOM [0
CMOCOBHOCTM pa3nunyaTh TONLKO peyeBble 3BYKW. B Apyrnx uc-
CnenoBaHuaX 6binm 3adUKCMPOBAHbI YyYLIEHWUS MPU UCMONb-
30BaHuu CAP: 70% uncnbityembix [39], 53% ncnbityembix [43]
n 100% mcnbiTyeMbix LOCTUIAKM YpOBHS 4 unu bonee [44].
B uccnenosanuun N.M.Young et al. coobwaetcs, uto 50% wmc-
MbITYeMbIX AOCTUIN KaK MMHUMYM 3aKpbITOrO BOCMPUATUS
YCTHOM peun, ooHako 1 pebeHok ¢ nerkor rmunonnasmen CH
B pe3ynbrate KM OCTUM OTKPBLITOrO BOCNPUSTUS PeUn MeHee
yeM yepes 1 rog nocie UMNAaHTaumm, ay 2 u3 3 geten pas-
BMJIUCb HABbIKW OTKPLITOrO BOCMpUATUS peyn [28].

A. Vesseur et al. coobwmnmn o 10 petax ¢ CMHAPOMOM
CHARGE, koTtopbiM 6bina nposefneHa KW [45]. Bce petu

NPOAEMOHCTPUPOBANU YAyYlleHWe B OOHAPYXEHUN 3BY-
KOB, 4 — HEKOTOPYIO CTEMEHb PA3/INYEHNS 3BYKOB, @ 3 — BOC-
npusTue peun. ABTOpbl CYMTAIOT, YTO Hanmuume annasumn CH
SBNSETCS NPOTMBOMOKAa3aHWeEM K onepauuu. B ogHoM U3
nccneposanunii C.S. Birman et al. 6bi10 0TMeYeHo, 4TO
83,3% npoonepunpoBaHHbIX geTert uMenn aHomanum CH
Ha npeponepaunoHHoin MPT MMY. OHu oTMeTUAU, UTO, He-
CMOTps Ha aHoManuio CH, HekoTOpble MauWeHTbl B pe3syib-
Tate peabunutaumm ¢ nomouwbto KW, npoBeaeHHOM B paH-
HeM BO3pacTe, MOryT OBNafeTb MOHUMAHUEM YCTHOM peyn
M YTEHMEM (PeLenTMBHAas peuyb), @ TaKKe aKTMBHOM YCTHOM
peybld MAM CaMOCTOSTENbHBIM MUCbMOM (3KCMpeCccUBHas
peub) [39]. MosTomy, B otanume oT A. Vesseur et al., aBTopbl
peKOMEHAYIOT NPOBOAMUTL NpenonepaunoHHyo MPT 1 Bbi-
CTYMatoT 3@ PaHHIOK MMMNAHTALMIO AaXe NPW HaMYMK aHO-
mManum CH. CornacHo fmMHaMmMyeckoMy HabnaeHuo y aeTen
¢ CHARGE-cuHopomom nocne KW, npoBeneHHOM B BO3pac-
Te o 18 mec., pa3suBaetca pasroBopHas peyb. N.M. Young
et al. cornacHbl ¢ C.S. Birman et al. B Tom, 4TO caMo no cebe
Hanunune aHoManuun CH He sBNseTCs NpOTMBONOKA3aHWEM
K KW, ocobeHHo y aetelt mnagwero Bo3pacta. OHm obHapy-
Xunu, 4to npeponepaunoHHbie KT 1 MPT Bbicokoro paspe-
WEeHNs He MOTyT ONpeaenunTb NPOrHO3 pe3ynbraTos, KOTO-
pble B 06cneaoBaHHOM rpynne 6binv BeCcbMa BapuabenbHbl.
Y 3 n3 10 peTeit pa3BuIOCh pacno3HaBaHWME OAHOCIOXHbIX
CNOB C OTKPbITbIM Habopom M y 1 - ¢ 3akpbiTeiM. Bce 3 pe-
TeM MCNOMb30BaM PA3rOBOPHYIO Peyb B Ka4eCTBE OCHOBHOIO
cnocoba KOMMyHMKauuu [46]. HecMoTps Ha BeCcbMa CKpOM-
Hble YNYYLIEHMS CTYXOBOrO BOCMPUATUSA, KAXKAbIA U3 aeTen
B MCCIIELOBAHUM HAYUMICS MPOU3HOCUTb HECKOMbKO OTAENb-
HbIX CNOB. ABTOPbI YKa3bIBALOT, YTO POAMTENM OTMEYALOT NOJIO-
XUTeNbHbIM 3 dEeKT, a MaBHOe — AETU NPOAOMKAOT NOCTOSH-
HO MONb30BaTLCH YCTPOUCTBOM [28].

B uccneposaHum P. Aragon-Ramos et al. nnoxume pesynb-
TaTbl CIyxopeyeBow peabunutaumm Bbinm CBA3aHbI HE C He-
yAO0BNETBOPUTENbHbIM cocTosHMeM CH, a ¢ BbipaxeHHOM
KOFHUTMBHOM 3a4epkKoi. HecMoTps Ha 370, AeTaM Hbina no-
Ne3Ha CBA3b C OKpYXaoWwmM MupoM nocie KU, yuntbiBas, 4to
Y OAHOIO U3 HUX MMENOCh COMYTCTBYHOLLEE 3HAUYMUTENbHOE Ha-
pylweHnue 3penus [42]. MporHosnposanue ycnewHoctn KU
y 6onbHbIX € cnHapomoM CHARGE gBnseTcs cnoxHon 3apa-
yew u3-3a pazHoobpasns NPU3HAKOB, XapakTepPHbIX A 3TOro
cuHapoma. Kpome Toro, caMa npouenypa conpsbkeHa c onpe-
[LeNeHHbIMU TPYLHOCTSIMU U 3HAUMTENbHBIMM pUCKaMK KU3-3a
aHaTOMMYecKnx 0CobeHHOCTel BHYTpeHHero yxa [47].

Takum o0bpa3om, gaxe HebONbLWOW NOTEHLMAN BOCMPU-
aTUA peyn y ryxmux geten ¢ aHomanuen CH, B ToM uucne
¢ cuiopomoM CHARGE, gaBnsieTcs ocHoBaHWeM ans nposefe-
HKUa cTaHgapTtHoi KU no paccmoTtpenuns Bonpoca o npume-
HeHun Bonee MHBA3MBHOM CTBOSIOMO3rOBOM MMMNAHTALIMM.

KIMMHUYECKUNA CNTYYAN 1

Hesouka, 3 roga 8 mec. (2020 . p.). [pn poXAEHUN BbI-
SB/IeHbl MHOXECTBEHHbIE MOPOKM Pa3BUTUS. CKPUHUHT ciyxa
B POAAOME He MpOoNAeH.

Mpn ocMOTpe BpayoM-reHeTMKOM 06palleHo BHMMa-
HWe Ha HU3KWI pocT (86 cM), acummeTtputo amua (D > S)
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n rpybyto nedopmaumio Yepena ns3-3a CpaLleHns KOpoHap-
HbIX WBOB (COCTOSIHME MOC/Ie Onepauunm), KOPOTKYHK Wel,
HapyleHWe O0CaHKW, KMNeBMAHY AedopMaLnio rpyaHON
knetkn. OTMEYaeTCs KOCornasme, aCMMMETPUS Ta3HbIX Le-
nen, 3ybHOW pan HapyLlleH, OTCYTCTBYeT OAMH pe3el,. Y-
Hble PaKOBMHbI HU3KO PaCMONOXeHbI, C1eBa 3aBUTOK pac-
NONOXEH rOPM30HTANbHO M HE OTTOMbIPEH, CNpaBa 3aBUTOK
OTTOMbIPEH M pacnpaBfiieH «MapycoMs», BTOpas HOXKa Npo-
TMBO3aBMTKA OTCYTCTBYET C 06eUX CTOPOH, YTO CO3Aa€ET Bre-
YyaTneHue «TpeyrosbHOro yxa». Hortm Ha pykax HesHauu-
TeNbHO FMNONNa3npoBaHbl, OTMEYAETCS LUMPOKMA BONbLION
nanew, obwmit KopeHb 2-ro 1 3-ro nanbules obeunx crTom,
KNMHOAAKTUANS MU3MHLLEB, LUIMPOKMI BONbLIOKM Nanew u rm-
nonnasus Hortei obeunx cTon, NIOCKO-BanbrycHas aedop-
Mauus cTon.

M3 aHaMHe3a M3BeCTHO, YTO LeBOYKa MOC/Ie POXAEHUS
nepeseneHa B [1Nb N21 n3-3a reMoanHaMMyeCku 3HAYMMOro
OTKpbITOro aoptansHoro npotoka (OAI), BTopuuHoro gedekta
MeXnpeacepLHOM NeperopoaKu, BbICOKOW IErOYHOM runep-
TeH3uK. B TeueHune 3 Mec. Haxoamunacb Ha MIBJ1 B cBs3u ¢ ama-
rHOCTMPOBAHHOM OAHOCTOPOHHEW aTpe3nen U 3HAYUTENbHbIM
CY)XeHWEeM X0aHbl C [pYroi CTOPOHbI.

MNepeHecna HeCKONbKO onepauui: B 1-M Mec. XMU3HU —
knunupoBaHue OAll; B Bo3pacte 5-6 Mec. - onepaums no
noBOAY aTpe3nn X0aH; B 7 MeC. — KOPPeKLUMS KpaHUOCHU-
HOCTO3a, BbI3BaHHOrO rpybon gedopmaumei yepena (D > S)
BCNEACTBME CPALLEHMS KOPOHAPHOIO WBA; B 3 roga — afeHo-
TOMUS U TOH3UANIKTOMUS. MOTOPHOE Pa3BUTHE C 3aLEPXKKOW,
XOOMT C 2 NET, He MOXET CTOSATb Ha MATKOW NOBEPXHOCTU. Ap-
TepuanbHbIi NPOTOK 3akpbiics B 1,5 roga.

B 1 ron obcnepoBaHa odTanbMONOroM, BbISIBNEH
BPOXAEHHbIM MOPOK pa3BMTMS 060MX rnas: konoboma xopu-
ounaeun, konoboma AMcka 3puUTeNbHOro HepBa CNeBa, rmnomnia-
319 AMCKa 3pUTENIbHOrO HepBa CNpPaBa, CTEHO3 CNIe3HO-HOCO-
BOrO KaHana c 06enx CTopoH.

OcmoTpeHa opTonenoM, 3ak/4eHne: BpOXAeHHAs BO-
poHKoobpasHasg aedopMaums rpyaHon KneTku, Kubockonm-
03 CTeneHu |, MeseHXMMHas HeLOCTaTO4HOCTb (rMNnepMobunb-
HbIW CUHAPOM).

Habntopaetcs HeBpONaTONOroM: pe3unayanbHoe nopaxe-
Hue LIHC, 3aaepka NCMXOMOTOPHOMO U pe4yeBoro pasBuTus,
MOTOPHAs ananus, LM3apTpus, pacXoasaLieecs anbTepHUpYIo-
Lee Kocornasue.

Habntopaetcs aHAOKPUHONOMOM C IMArHO30M: BPOXAEH-
Has rMnepnnasusg Kopbl HaAMOYeYHWKOB, NpocTas GopmMa,
CHARGE-cuHapom. [MocTosiHHO nony4vaeT kopTed 5 Mr/cyT.

[eBoyka BnepBble 0b6CnefoBaHa CypaonoroM B 5 mec.,
ycTaHoBneHa HacneactseHHas ACHT crenenu IV. B pe3synb-
TaTe uccnenoBaHmsg MPT MMY BbiiBNeHbl MU3MEHEHUS, KOTO-
pble COOTBETCTBYHOT [BYCTOPOHHEW anna3uu npeanBepHo-
YAUTKOBbIX HEPBOB (MPOCAEXMBAETCSA MMMNOMNAA3MPOBAHHbIN
HepB 6e3 [eneHns Ha KOXJeapHy M BeCcTMOYNSapHYO BET-
Bu (BeposTHO, JTH). Ha KT BuCO4YHbIX KOCTel obHapyxe-
Hbl MPW3HAKMW BbIPAXEHHOW TMMNONAA3UM MONYKPYXKHbIX
KaHanoB v npepasepus nabupuHTta. [Ing npuHaTMa pele-
HWS 0 BO3MOXHOCTM nposeaeHuns KM, noMmmo Heobxoam-
MbIX ayAMONOTMYECKMX METOLOB AMATHOCTUKM, pebeHoK
Hocun cnyxosble annapatbl (CA) U perynsapHo 3aHMMancs
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C cypfoneparorom B TevyeHue 1 roga. Mpu ncnonb3osa-
Hun CA obHapyXeHo ynydweHue cnyxoBocnpusatus. B Bos-
pacte 2 net B @IBY «CaHkT-lMeTepbyprckunin Hay4Ho-mnccne-
[LOBATENbCKUM MHCTUTYT yXa, ropna, Hoca u peun» M3 PO
(CrN6é6 HWUK NTOP) BbinonHeHa KM Ha neBoM yxe. MHTpaone-
PaLMOHHO BbINOMHANACh PETUCTPALLUA KOPOTKONATEHTHBIX
CNYXOBbIX BbI3BAHHbIX MOTEHLMANOB NPU UHTPAKOX/IEAPHOW
3NeKTPUYECKOM CTUMYAALMM C MOMOLLBID KOX/J1€aPHOTO UM-
nnanTtata (3KCBIM). B pe3ynstaTe nccnenoBaHus 3admkcmpo-
BaHbl cnabble peakumn CH B OTBET Ha 3NEKTPUYECKYHO CTU-
MynSauMIo B BUAE NMKOB Ha rpadmke. Yepes 1 mec. nocne KU
npy NpOBeLeHUN TeNeMeTpUM HEPBHOTO OTBETa MCCNeaoBa-
nacb GyHKUMA pocTa aMNAnTyAbl (pUCYHOK). 10 AaHHBIM MC-
cnepnoBanuii, CH pearupyeT Ha nepBbiX NATM 3NEKTPOAAX,
0 YeM CBUAETENbCTBYIOT HEraTUBHbIE NMUKKU. Takxe Ha pa-
6oyeit NnporpamMMe 3 ecTb yeTkas He3ycnoBHasg peakuus Ha
BECb AMana3oH 4acToT Ao 6 M.

Ha naHHbIM MOMeHT pebeHOK NoNb3yeTcs KOXaeapHbIM
MMMNNAQHTaTOM B TeYEHME 2 NeT, OTMEeYEHA NONOXMUTENbHAS
AMHAMMKa: OTKIMKAETCS Ha MMS, MOHMMAET NpocTble dpa-
3bl. PebeHKy BbINONHEH KOMMNNEKC TECTUPOBAHUI ANg OLEH-
KM 3QdeKTUBHOCTH ciyxopeyeBoi peabunutaumm. Hamu
6binn ucnonb3oBaHbl: LittleEARS - oueHka cnyxopeyeBo-
ro passutus pebenka, CAP - ypoBHUM pa3BUTUS CIYXOBO-
ro socnpusaTus, mogmuduumposarHHas CAP — ypoBHUM pa3Bu-
TUS NPOM3HOCUTENbHBIX HAaBbIKOB M Pa3bopynMBOCTH YCTHOM
peyn pebeHka C HapylweHHbIM cnyxoM, Meaningful Audito-
ry Integration Scale (MAIS) - wkana cnyxoBon nHTerpauum,
Meaningful Use of Speech Scale (MUSS) - wkana ncnonb-
30BaHMs ycTHOW peun, Auditory Skills Checklist - oueHka
BaXHbIX CnyxopeyeBbix HaBbikoB. o LittleEARS HabpaHo
26 6annoB M3 35 BO3MOXHbIX, YTO 03HAYAET, YTO B CUTYaLM-
ax, Tpebytolwmx otBeTa pebeHka Unu xe NoapaKaHus rono-
COM OKpYXXaMLWMM 3ByKaM, OblM NOAYYEHbI OTBETbl KHET,
B TO X€ BpeMs OTBETbl «a» ObliM AaHbl HA BCE BOMPOCHI,
CBSI3aHHble C pa3nuyeHnMeM U obHapyxeHueM 3ByKOB. He-
CMOTp4 Ha To, uTo TecT LittleEARS npegHasHaveH ons netei
[0 3 neT, B HaleM cayyae Mbl MPUMEHUAN €ro, MOCKOMbKY
CYMUTaEeM, YTo y fleTeit ¢ Hannumem aHomanuin CH v 3apepx-
KOW pa3BUTMS BO3PaCT NMPOBEAEHUS AAHHOMO TectTa MOXeT
6biTb yBennyeH fo 5 net. [lo CAP oTmeueH ypoBeHb 6, T. e.
pebeHOK MOHMMaEeT HeKoTopble CoBa 6e3 AOMONHUTENb-
HbIX 3BYKOMOAPAXaHWIA, Hanpumep: «[ai MHe MaLuHy» unu
«[ne cobaka?». YpoBeHb no moambuumpoBaHHon CAP - 1:
pebeHOK NbiTaeTcs MCNoNb30BaTh Hepa3bopumBbie COBa
(Bokanm3upoBaTb). 1o pesynbratam wkansl MAIS pebeHok
MOHMMAET, YTO KOXeapHbIA MMMNAHTAT EMY HYXEH, CMOo-
cobeH BblAensTb OTAENbHbIE 3BYKM B MOTOKE APYruX, Ha-
npuUMep, CAbIWATh CBOE MMS U OTKIMKATBCS B LUYMHOW 00-
CTaHOBKe, cnocobeH onpenennTb 3BOHOK B ABepb, 3BOHOK
TenedoHa v pas3nuyatb ronoca poautenei. o wkane uc-
MoNb30BaHMSA YCTHOM peyn Bannbl He HabpaHbl, T. K. Ha ce-
rOAHAWHKMIA AeHb pebeHOoK He pa3roBapuBaeT, MPOUM3HOCUT
JIMWb OTAeNbHbIe 3BYKM M cnioru. o pesynbratam Auditory
Skills Checklist HabpaHo 38 13 77 BO3MOXHbIX 6annos, T. €.
pebeHoOK 06pallaeT BHUMaHME Ha 3BYKM, YTO COMPOBOXKAA-
eTCs onpeaeneHHbIMU peakumusaMm, U y3HAEeT 3HaKOMble 3BY-
KW, CnoBa, npocTble ¢pasbl.



PucyHok. TenemeTpus HepBHOro oTBeTa Yepe3 1 Mec. nocnie onepauuu Npu NOAKIOYEHUM NPOLLECCOPa KOXIEAPHOTO UMMIAHTaTa
Figure.Neural response telemetry 1 month after surgery when connecting the cochlear implant processor

MNpu obcnenoBaHnn B MHCTUTYTE AETCKOM 3HAOKPUHO-
NOTUK BbIMOSIHEH aHANWU3 MAHENU reHOB, aCCOLMMPOBAHHbIX
C TMNOrOHAAO0TPOMHbBIM TMMNOroHaaM3MoM (23 reHa). B pe-
3yNbTaTe reHeTMYeCcKoro UCCefoBaHna B 8-M 3K30He reHa
CHD7 BbisiBNeH paHee He ONWCAHHbIA NATOreHHbIA Bapu-
aHT ¢.2586delG (NM_017780.4, p.K862NEs*26) B reteposu-
rOTHOM COCTOSIHMM. [JaHHbIA BapuaHT XapakTepu3yeTcs ae-
neumen ryaHuHa B NonoxeHun 2586, YTo HapyllaeT paMKy
CYMTbIBAHUA M NPUBOAMT K 06pa30BaHUI0 NpexXaeBpeMeH-
HOro CTOM-KOAOHaA.

B cBS3M C nonyyeHHbIMM AAHHBIMU SHAOKPUHOMIOMOM Bbl-
[aHO 3aK/oYeHMe: BPOXKAEHHAs rMnepniasuns Kopbl Hag-
noyeyHunkos, npoctas dopma; CHARGE-cnHapom. Ha ocHo-
BaHWM KIMHUYECKMX AaHHbIX anarHo3 «CHARGE-cuHopom»
NENCTBUTENbHO HE Bbl3bIBAET COMHEHMN. TeM He MeHee cne-
[lyeT 0cob0 OTMETUTb, YTO MO pe3ynbTaTaM reHeTUYeCcKoro
aHanm3a He Obl1 NPOBeAEH NOLTBEPXKAAILLMI aHANM3, @ KOH-
CynbTaums Bpaya-reHeTMKa He Hblna peKoMeHa0BaHa HM Of-
HWM U3 CNeLuanmcToB.

Takum 0bpa3oM, HecMoTpS Ha, Ka3anocb bbl, Npeanona-
raemMoe OTCYTCTBME BO3MOXHOCTMU CllyxopeyeBol peabunu-
Tauun, KM nossonmna fLaHHOMY pebeHKy MHTerpMpoBaThCs
B OKPYXXaloLMi MUP, Pa3BMBATLCS M MONYYaTb BaxHble AN
OanbHENLWeN XXM3HM HABbIKMN.

KIMHWUYECKUIA CNYYAM 2

Manbumk, 7 net 10 mec. (2016 r. p.). [lpu ocmoTpe Bpa-
YOM-TeHETUKOM OTMEYeHO: aCTEHNYECKOoe TENOCIOXKEHNe, A0-
nnxouedanus, wenesuaHoe Heb6o, TpaxeocTomMa, BOPOHKO-
0bpasHas y3kas rpyaHas kietka, yMepeHHO BblpaXeHHbIN
aHTVMOHIONOMUAHDIM pa3pes ras, r’Mnonaasus CKynoBbIxX oyr
€ 06eunx CTOPOH, YLIHble PAaKOBMHbI HU3KO PACMONOXEHDI,
CMpaBa 3aBWTOK YLIHOW PaKOBWHbI Pa3BEPHYT (CBMUCAOLLMIA),

BMeYaT/IeHMe «TPEYrobHOro» yXa 13-3a OTCYTCTBUS 2-i HOX-
KM NPOTMBO3aBUTKA, ACUMMETPUS HUXKHEN YentoCTH, rnonna-
314 TeHapa W rMnoTeHapa, KIMHOLAKTUANS MU3NHLEB 0beunx
KUCTEN, WMPOKKI BOoNbLWONM nanew, CTonbl.

M3 aHaMHe3a 13BeCTHO, YTO pebeHOK POXAEH C MHOXe-
CTBEHHbIMU BPOXAEHHbIMW MOPOKAMK Pa3BUTUS, BKIOYAS
pacLLenunHy MArkoro u Teeporo Heba, OTKpbITbIM apTepuanb-
HbIl NPOTOK (3aKpblics K 6 Mec.). [0 LaHHbIM NpeHaTanbHOM
[LMArHOCTUKM OTMEYANMChb NPU3HAKKM BEHTPUKYNOMErannu.
Ponbl B CpoK, CaMOCTOSTENbHbIE, BEC NpU poxaeHun — 3580 T,
onvHa Tena - 51 cm, oueHka no wkane Anrap - 8/9 6annos.
BbinucaH Ha 5-# geHb. B poaaomMe CKpMHUHE Ciyxa He mpo-
wen. B nanbHewem Habnoaancs HEBPOOroM, HEMPOXMPYP-
rOM B CBSI3M C NMPU3HAKAMM HAPACTaHMS BEHTPUKYIOMEranuu.
B Bo3pacte 1 roga BbiNoAHEHa ypaHomnnactuka ¢ Mesoda-
puHrokoHcTpukumen (HMUL, petckon TpaBMaTonornm u op-
Tonenmm umenn U, TypHepa.

MoTOpHOE pa3BWTME C 33a4EPXKKOW: rONOBY LEpPXMUT
¢ 8-9 mec., nepeBopaunBaeTca ¢ 6 Mec., nonsaet ¢ 12 mec.,,
XoauT C 2 net. B paHHeM nepuone Habnogancs HeBposo-
roM C AMAarH030M: aToOHMYecKu-acTatnyeckas dopma ALUIM, ru-
LpouedanbHblii cMHapoM. OpTonesoM oTMeYanacb BOPOHKO-
obpazHas nedopMaLms rpyaHON KneTku.

Co cnoB MaMmbl, C poxaeHus 6eCNoKoUNo LWYMHOe AblXa-
HWe, He MOr eCTb TBEPAYHO ULy (80 5 neT), oTMeYanacb pBo-
Ta. B cBA3u1 € 3TUM B 3 rofia NpoBefeHbl AMarHocTMyeckas na-
PUHIOCKOMMS U TPAaXeoCcToMus.

B 1 ron anarHoctMpoBaHa ABycTopoHHss CHT crenenu V.
B pe3synbrate KT BMCOYHbIX KOCTe 0BHApy>KeHbl aHOManuu
pa3BUTUS CPeLHEro U BHYTPEHHEro yXa, COOTBETCTBYHOLLMNE
rMNONAasuM YAuTKK 2-ro TUNa, annasms nonykpyHbIX Ka-
HanoB C 06enx CTopoH, cyxxeHne BCI c obenx CTOpoH Lo
1,8 mMm. Mo gaHHbIM MPT MMY o6HapyXeHa ABYCTOPOHHSS
runonnasma CH (yMeHbleHbl B AMAaMETpe MO CPAaBHEHMIO
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¢ JIH). lna npuHATMS pelueHns 0 BO3MOXHOCTM MpOBese-
Hus KW, noMrMO HeobXoaMMbIX ayaAMONorMyeckux MeTonoB
[MarHocTmku, pebeHok Hocun CA v perynspHo 3aHuMMancs
€ cypooneparoroM B TeyeHue 9 mec. MNpwu ncnonbzoaHumn CA
obHapyxeHo ynydlweHune cnyxosocnpuatua. B 1 rog 10 mec.
B8 CMN6 HNW JIOP npoBeneHo onepaTMBHOE BMELIATENbCTBO
no nosopy KM Ha npaBom yxe.

B pesynbrate KM nosBunach peakums Ha 3BYKW, NpenMy-
LLLeCTBEHHO MOMb3YETCS XKeCTaMM, CIOFaMU U 3BYKAMU, YUUT-
€8 BO 2-M Kjacce crneumanm3MpoBaHHOM LWKOAbI. TecTupo-
BaHue no LittleEARS He npoBoannoch B CBS3M C BO3pacToM
pebeHka (npoBoamuTcs fo 3 net). YpoeeHb CAP - 8, T. e. pe-
6eHOK MOHMMaeT peyb 3HaKoMoro cobecefHnKa B AManore.
Mo MoaMbULUMPOBAHHOW WKane — ypoBeHb 1, T. e. pebeHok
nbITaeTCs MCNonb30BaTbh Hepasbopumeblie CnoBa (Mpeumy-
WeCTBEHHO MCNob3yeT xecTbl). [To gaHHbiM MAIS obHapy-
XEHO, YTO CHOPMMPOBaHA NPMBbIYKA HOCUTb KOXNEapHbIN
MMnnaHTaT, pebeHok obpallaeT BHUMaHME Ha OKpyXatolwme
3BYKM, MOHMMAET, 4TO 03HAYaeT TOT uau Apyroi 3ByK. o pe-
3ynstataM MUSS pebeHOK MCnonb3yeT rosocoBbie peak-
umn ans obweHns (KOHTPOb roaoca), 0AHAKO He UCMOMb3y-
eT ANs 06LWeHNs NOAHOLEHHYIO CHOOPMUPOBAHHYIO YCTHYHO
peyb. Mo paHHbIM Auditory Skills Checklist HabpaHo 62 13
77 BO3MOXHbIX 6annoB, T. e. pebeHoK obpallaeT BHUMaHWe
Ha 3BYKM, 4TO COMPOBOXAAETCH ONpefeneHHbIMKU peakum-
MU, M Y3HAEeT 3HAaKOMble 3BYKM, C/10Ba, GPpasbl, NOHUMaET
peyb B LYMHOW 0b6CTaHOBKeE.

N3 reHeTnyeckux obcnenoBaHWin paHee NPOBOAMACS
TONbKO XPOMOCOMHbII aHaNU3, OHAKO ero pe3y/bTaT He npe-
[ocTaBneH; apyrue obcnenoBaHus He NpoBOAMAUCH. B BO3-
pacte 4 neT NPOKOHCYNbTUPOBAH YENOCTHO-IMLEBLIM XMU-
PYProMm, KOTOpbI NPEANOA0XMA, YTO KOMMIEKC BPOXAEHHbIX
NnopokoB pa3BuTus y peberka cesa3aH ¢ CHARGE-cuHapomoM
M PEKOMEH[0BAN KOHCYNbTALMI0 reHeTHKa. PeBeHOK NPOKOH-
CyNbTMPOBAH reHeTMKOM BrepBble B Bo3pacTe 7,5 roga. 3a-
KNKYeHWe: YentoCTHO-NMLEBON AM30CTO3; CMHAPOManbHas
dhopMa Tyroyxoctv C aHOManunern pa3BuTUS HapYy>KHOro cpea-
Hero W BHYTPEHHErO yXa; BPOXAEeHHas NaTonorus pa3suTums
Tpaxewu, paclienmHa Heba (COCTOSHME Mocne ypaHonnacTu-
Ku); deHotun, cxogHbih ¢ CHARGE-cMHAPOMOM 1 CMHApPO-
MoM Tpuyepa KonnuHsa; asyctopoHHas CHT crenenn IV, aBy-
CTOpOHHAS runonnasua CH, rmnonnasms yauTtku 2-ro Tuna;
coctosHue nocne KW cnpaBa; peKOMeHA0BaHO CEKBEHM-
poOBaHMe MOMHOr0 3K30Ma. [1py NpoBeAEHUN TeHeTUYEeCKO-
ro UCCNenOBaHUS BblsSIBEH paHee OMMCAaHHbIA NaTOreHHbIN
BapuaHT ¢.2839C>T rena CHD7 (NM_017780.4, p.Arg947Ter),
NPpUBOAALWMI K 0Opa3oBaHMUIO CTOM-KOLOHA B MOJIOXe-
Hun 947. [laHHbIA BapwaHT, COMNacHo Knaccudukaumm Ame-
PWKAHCKOW KONNermn MeguUMHCKON FreHeTUKM U FTeHOMMKHM

—— Cnucok nutepatypbl / References

(American College of Medical Genetics and Genomics,
ACMG), OTHOCKTCA K NATOreHHbIM U SBNSeTCS Hambonee Be-
POSITHOM NpUYMHON 3aD0NeBaHus; NOATBEPXKAAIOLMIA aHANN3
no CaHrepy npoBefeH M onucaH B pabote. KnuHuueckas Kap-
TWHa KOMMEKCa MOPOKOB Pa3BUTUS COOTBETCTBYET KAMHUYE-
ckomy amnarHosy «CHARGE-cuHapom».

3AKJTIOYEHUE

Mo Mepe HakonneHus onbiTa B 0bnactn KN kputepun ot-
60opa KaHAMAATOB PACLIMPAIOTCA, U B HACTOSILLLEE BPEMS B Ka-
yecTBe KaHAMAATOB pacCMaTPMBAOTCS AETU C AOMOAHUTENb-
HbIMW HapYLWEHMSMM U NOPOKAMU PA3BUTUSN BHYTPEHHETO
yxa. [1nsa obHapyxeHus aHomanuit CH Heobxoamnma TwaTenb-
Has BM3yanu3aums, Bknoyarowas B cebs KT BUCOYHbIX KOCTel
n MPT MMY. O6HapyxeHue runo-/annasmm CH He pomxHO
6bITb aBCONOTHBIM NPOTMBOMNOKA3aHneM kK K.

BoinonHenne KN y peteit ¢ cunaopomom CHARGE npeg-
CTaBNgeT COHOM CNOXKHYI0 3334y, HO OCIOXKHEHWS MOTYT ObITb
CBefeHbl K MMHUMYMY MpU AETaNIbHOM M3YYEeHUU pe3ysbTa-
TOB BM3YyaNnu3alum, ayanmonormieckoro obciefoBaHms u xu-
PYpruyeckoro onbita.

Ha ocHOBaHWW AaHHbIX MUTEPATYPbl U CODCTBEHHBIX Ha-
6ntoLeHMIA NOKa3aHo, YTo paHHee npoBeaeHme KU wn ganb-
Helllee MCMnosib30BaHME KOX€ApHOro MMMIaHTaTa npuHec-
N1 NONb3Yy BCEM AETAM, Y4aCTBOBABWMM B UCCNEA0BAHUSAX,
XOTS pe3ynbTaTbl CIYXOpPeYeBoW peabunuraumm BapbuMpoBa-
NN OT NPOCTOTO YAYYLIEHNS CBSA3M C BHELUHWUM MWPOM, NOSB-
NeHns CnocobHOCTM pasnnMyeHns 3BYKOB OKpYKatoLLen cpe-
[bl 0 OBNAAEHUS YCTHOW peyblo.

CornacHo nony4eHHbIM pe3synbratam, KM npuHecna Ha-
UMM MaLMeHTaM OnpeaeneHHy Nosb3y, NO3BOUB UM Pa3BUTh
M MakKCMManbHO MCMOb30BaTb HOBblE HABbIKM COLMANBHOM
KOMMyHuMKaumu. OfHako Bceraa npy NAaHMpOBaHMKM onepa-
TMBHOrO BMELIATENbCTBA, HANPaBJEHHOMO Ha yyylleHne cy-
Xa, CnefyeT y4uTbIBaTb BCE PUCKM U MHPOPMMUPOBATL poamTe-
Nel 0 peannCTUYHbIX 0XXMAAHUAX OTHOCUTENBHO pe3y/bTaTa.

Hetn ¢ cnHopomoM CHARGE HyxpaatoTcst B HabnogeHum
MYNbTUANCUMNNIMHAPHOM KOMaHAbl CneuuanucTos. Bpavuam,
KOHCYNIbTUPYHOLLMM TaKMX NALMEHTOB, HEOBXOAMMO 3HATb, Y Ka-
KMX eLLe CneumanmncToB HeobxoamMmo 0b6cenoBaThcs pebeHky,
4yT0bbl EMY OblNIa OKa3aHa CBOEBpeMeHHas NMoMolLLb. Bpau-re-
HETMK MOXEeT CTaTb CMeLMANUCTOM, O6beAUHSIOLLMM MYNbTU-
LMCUMNIMHAPHYH KOMaHAY U MHDOPMUPYOLWKUM poauTenei
0 p1CKax BO3HWKHOBEHWS ApYrol natonornm y pebexka, a Tak-
e 0 p1cKax NoBTOpPeHMs 3a601eBaHUS B CEMbE.
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