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Cunapom MoxancoHa—BAn33apaa — peakoe BPOXKAEHHOE ayTOCOMHO-PeLIeCCMBHOE 3a60AeBaHNe, XapaKTepu3yioLeecs acco-
uMaumeii BpOXKAEHHOTO AechrumTa SK3OKPUHHON (PYHKLIMM MOAKEAYAOUHOM JKeAe3bl U MHOXKECTBEHHbIMU aHOMAAUSIMU Pa3BU-
1. OAHMM M3 HaCTbIX NPOSBAEHN CUHAPOMA SIBASIETCSl CEHCOHEeBPaAbHas TYrOYXOCTb C Pa3AMHHON CTENEeHbI0 CHKEHUs CAyXa
1 aHOMaAUSIMM Pa3BUTUSI BHYTPeHHero yxa. lpuBoAMM CAyyaii KOXA€apHO# MMNAQHTAUMK NauMeHTa C ABYCTOPOHHEH CEHCOHEeB-
PaAbHOV FAYXOTO#H, aHOMaAWel Pa3BUTUSI BHYTPEHHErO yXa U CTEHO30M BHYTPEHHUX CAYXOBbIX MPOXOAOB.

KatoueBble croBa: CUHAPOM IZOX&HCOH&—BAM33apAa, KOoXAeapHas UMrAaHTaumns, CeHCOHeBPaAbHas TyroyxoCrtb, CTEHO3 BHYTPEH-
Hero CAyXoBoOro ripoxoaa.

Johanson—Blizzard syndrome is a rare congenital autosomal recessive disease characterized by the association of congenital
deficiency of the exocrine pancreatic function and multiple malformations. One of the most common manifestations of this
pathology is sensorineural hearing loss of different severity and anomalous development of the inner ear. The case of cochlear
implantation in the patient presenting with bilateral sensorineural deafness, congenital malformation of the inner ear, and ste-
nosis of the internal auditory canal is reported.

Key words: Johanson—Blizzard syndrome, cochlear implantation, sensorineural hearing loss, stenosis of the internal auditory

canal.

CungpoM MoxancoHa—bBmuszapna (CUB) — pexnkoe
ayTOCOMHO-peliecCUBHOE 3a00JIeBaHIe, XapaKTepU3yIoIeecs
accormanuei BpoXXIeHHOTo neduimTa SK30KpUHHOM QyHK-
UM TIO/DKETYIOYHON Kele3bl W TUIIOoIIa3ueli/aruia3ueit
KpbelibeB Hoca (OMIM 243800). B kamHMUYeCcKOil KapTUHE
NMIAHHOTO CUHAPOMA TaKKe MOTYT MPUCYTCTBOBATH HU3KOPOC-
J1ocTh (0KoJ10 80%); aHOMaUK Pa3BUTHS 3y0OB (B OCHOBHOM
onurononTtust ~ 80%); ceHcoHeBpaibHast TYyroyxocThb (~80%);
3afepkKa YMCTBEHHOTO DPa3BUTHS (OT HE3HAUUTEIBHOU IO
ry6okoit ~77%); nedexThl KocTeii yepena (~76%); runoTu-
peos (~40%); arpe3un aHyca (~39%); MblllieuHast TUTTOTOHUSI
(~90%); aHoMaIMK Pa3BUTHUSI MOYEIIOIOBOI cucteMbl (~38%)
[1]. BriepBble maHHBIN CUHAPOM ObLT ormvcaH B 1971 r. amepu-
KAHCKMMH y4eHbIMU MoxancoHoM 1 Bis3zapnowm [2].

Yacrora cuHIpoOMa OpPHEHTHPOBOYHO cCOCTaBisieT | Ha
250 000 HoBOpoXHeHHBIX nmeteit [3]. B HacTosee Bpems B
Mupe onmcaHo okoyo 100 ciydaeB TaHHOTO CUHIPOMA, B pyc-
CKOSI3BIYHON JTUTepaType UMEIOTCS eNMHINYHbBIE YITOMUHAHUS
[4, 5]. [TpyarHOIT pa3BUTHS TAaHHOI OOJIE3HM SIBJISIETCSI MyTa-
st reHa UBR1, pacriojiaraolerocsl Ha JUIMHHOM Tiiede 15-i
xpoMocoMhI (15q15.2). B Hacrostiee BpeMst MACHTUPULIPO-
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BaHO 5 MyTaHPIﬁ, IIPUBOAALIMX K PA3BUTUIO IAHHOI'O CUMIITO-
MOKOMILJIEKCA.

OnucaHue KAMHU4eCKoro CAYYas

PebeHok 0T HeGIM3KOPOACTBEHHOTO OpaKa, OT 4-if 6epe-
MEHHOCTH (TepBasi 6epeMeHHOCTh 3aKOHYMIACH CAMOTIPOU3-
BOJBHBIM a0OPTOM HAa PaHHUX CPOKAaxX TecTalny, BTOpas U
TPeTbsI — CPOYHBIE POMABI, AETU 3AOPOBHI), TPOTEKABIIEH Ha
¢one OPBU B I tpumectpe, Tokcukosza — B 111 Tpumectpe.
Ponbr Ha 40-i1 Henene, 6e3 ocioxkHeHMi. Macca TIpu poxe-
nauu 2800 r, nmmrHa Tena 49 cM, olleHKa 1o mkane Amnrap — 7/7
6amtoB. [lpu poxnaeHun ObUIM BBISIBICHBI MHOXECTBEHHbIE
CTUTMBI IMCOMOPUOTEHE3a: aTpe3us aHyca, TUIOTUIA3US KPbI-
JIbeB HOCa, AehopMalvsi TPYIHOM KJIETKH, TpeyroibHas op-
Ma depena. AyIuoJOTUYecKUil CKpUHUHT B POJIOME, CO CJIOB
Marepu, pebeHOK TIpolen (3aperucTpupoBaHa OTOAKyCTUYE-
ckast amuccusi). Ha mepBoM romy >ku3Hu oTMeuanach 3a1epx-
Ka TICUXOMOTOPHOTO Pa3BUTHS: CAMOCTOSITENIbHO CTaja Jep-
KaThb TOJIOBY € 6 Mec, XoIuTh — B 1 ro 6 Mec, TyJeHUs U Jie-
TIETHOU peuu He ObLIO0.

PebGeHOK ObUT KOHCYJIBTUPOBAH F€HETUKOM Ha 7-# eHb
xku3HU. Ha ocHoBaHMM XapakTepHbIX (DeHOTUITUYECKUX TIPU-
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3HAKOB (YEePThI JIMIIA C TUTIOIIJIa3Uelt KPbLIbeB HOCA, TUTIOTPU-
X03 OpPOBEil U PeCHUII, OTCYTCTBME MOUYKH YIITHON paKOBUHBI
clipaBa, BOPOHKOOOpa3Has aehopMalusl TPyTHOW KIETKH,
aTpesuu aHyca) ObUT YCTAHOBJIEH QUATHO3: CHHIPOM MoxaH-
coHa— bnus3zapna. [1pu nanbHeitem oocie10BaHUN Y peOeH-
Ka BBISIBJICH TIEPBUYHBIN TUITOTHPEO3, BHI3BBAHHBINM TMITOILIA-
3Me¥ [IUTOBUIHOM XKeJe3bl, UHUIUACHTAJIOMA JIEBOTO HAIIO-
yeyHUKa. MOJEeKyJIIpHO-TeHETUYEeCKOe MCCIeIOBaHNUE TeHa
UBR1 He IpOBOAUIIOCH.

BnepBrie pedbeHOK 006cienoBaH B PoccuitckoM HaydHO-
MPaKTUIECKOM LICHTPE ayaUOJOTUU U CIIYXOIIPOTE3UPOBaAHMS
B Bo3pacTe 3 JIeT B CBSI3U C 3aIEPXKKON peYeBOTO Pa3BUTHSI.
[Tpu ocmoTpe obpaiiaay Ha cebst BHUMaHUE MHOXECTBEHHBIE
CTUTMBI IMCOIMOpUOTeHe3a: HU3KO IMOCaXKeHHbBIC YIITHbIE paKo-
BMHBI, TUIOTUIa3MsI MOYKHU TIPABOTO yXa, TUIIOTIAa3Usl KPbI-
JIbeB HOCAa, TpeyrojbHas (Gopma deperna. MccienoBanue ciy-
Xa: TPy TUMITAHOMETPUHU OTpeaeieHa TUMITaHOIpaMMa ¢ ooe-
UX CTOPOH THUTMa A, 3amepkaHHasl BbI3BaHHasI OTOAKYCTHUYe-
CKas 9MUCCHUSI M BMMCCHUS Ha YacTOTe MPOAYKTa MCKaKEeHMS
HE perucTprpoBaitach OMHaypajlbHO, TOPOTU BU3YaJbHOM Ae-
TEKLIMM KOPOTKOJATEHTHBIX CIYXOBBIX BbI3BAHHBIX IMOTEHIIU-
anoB (KCBIT) He onpenensiauch ¢ 06enX CTOPOH MPU CTUMY-
nsguuu uHTeHcuBHOCTBIO 102 n1b HITC GunaypanbHo. KoH-
cyJbTalus cypaonenarora (6e3 CIIyXOBbIX allliapaToB): OCMOTP
1o 6e3yCIOBHBIM peaklusIM — Ha 6apabaH — ¢ 4—35 M, MeTa-
nooH — ¢ 20 cM, Ha TPOMKMI TOJIOC — y YIIIHON PaKOBUHBI
peaklMM HET. YCTaHOBJEH IUArHo3: ABYCTOPOHHSISI CEHCO-
HeBpaJibHasl riIyxoTa. PeGeHOK ObLT MOBTOPHO KOHCYJIBTUPO-
BaH cypaonenarorom LleHTpa (OMBIT MCIIOJB30BAaHUS CIYXO-
BBIX arIapaToB Ha MOMEHT OCMOTpa COCTaBWII 1 roj, pebeHOK
KOHTAaKTEH, 3aJaHus BBITIOJIHSICT B COOTBETCTBUU C BO3pac-
TOM, YCJIIOBHO-JIBUTaTeIbHAsA Peakiivsl Ha 3BYK aBTOMAaTU3M-
pOBaHa, OXXMIAeT 3ByKOBOTO CUTHAJIA): peaKIlus Ha rojioc pa3-
TOBOPHOI I'POMKOCTH — 3—4 M. Peun HeT, OTaebHbIE CJIOTH,
3BYKOTIOIpaKaHUs.

ITo maHHBIM 3JeKTpOIHIE(ATOTPAMMBI TUITUYHOM 3ITH-
JICTITUYECKO aKTUBHOCTU He ObLIO BhISIBIeHO. KOHCynbTa-
LIMST HeBpoJiora: peOEHOK KOHTAaKTEH, OYaroBOil HEBPOJIOTH-
YeCKOM CHMMTOMATUKM HET, SIBHBIX NMPU3HAKOB CHUKEHMS
WHTEJIJICKTa HET.

Komnbrorepnasa tomorpadust (KT) BucouHBIX KOCTeit
0,6%0,6 MM B KOpOHapHOI 1 akcuabHO# mpoekiusax: KT —
JMIaHHBIX 32 MATOJOTUYECKUI TIPOIIECC B CTPYKTYpax HapyXK-
HOTO, CPEIHETO0 yXa ¢ 00eUX CTOPOH HE TOJTYYEHO, BhISIBIIC-
Hbl aHOMAaJIMM DPA3BUTHUS BHYTPEHHEIO yXa B COYETAHUM.
VYIUTKM HECKOJIbKO YMEHBIIIEHBI B pa3Mepe 3a CYET YMEHb-
LIEHUs YKcia 3aBUTKOB, TJIOTHOCTh UX 0ObIuHas. [Ipocie-
JKMBAIOTCS 3alHUE MOJYKPYKHbIC KaHalbl. BepxHue momy-
KPY>XKHbIE ¥ TOPU30HTAJbHbIE KaHAJIBl pe3KO HEIOPA3BUTHI B
COYETAaHUM C JABYCTOPOHHUM CTEHO30M BHYTPEHHEIrO CIy-
XOBOTO Tpoxoaa. BHyTpeHHME clyXOBbIe TTPOXOIbI UMEIOT
nuameTp 1 MM.

B cBsi3u ¢ BBISIBICHHBIMM aHOMAIUSIMU PAa3BUTHSI BHYT-
PEHHETO yXa M CTEHO30M BHYTPEHHUX CJIYXOBBIX ITPOXOIOB
pebeHKy ObliIa TpoBecHa MarHUTHO-PE30HAHCHAs! TOMOTpa-
¢dusa (MPT) ronoBHoro mosra ¢ Busyanusauueit VIII maps
YepermHO-MO3TOBbIX HEPBOB M KMUIKOCTU B yiauTKax. MPT
nposeneHo B pexxumax T1-BU, T2-BU u FLAIR B 3 oproro-
HAJIbHBIX MPOEKIUSX: B CATUTTAILHOM, aKCUAJIbLHOM U KOPO-
HapHoii, a Takxke B pexkume DWI, 3D SPGR: ¢dopma yepena
Opaxuiedannueckas ¢ Mpu3HaKaMu KpaHMOCTEHO3a B Iepe-
HUX OT/eJIaX, KOCTU JIMIIEBOTO cKeieTa U (PPOHTATIbHBIX OTAC-
JI0B 3ayXeHbl. KJIETKH COCLIEBUIHBIX OTPOCTKOB BHCOYHBIX
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KOCTei MHeBMATU3MpPOBaHHBL. 2KMIKOCTD YIIMTOK BHYTPEHHE-
IO yXa BU3yaJIu3UpyeTcs ¢ 00eUxX CTOpOH. BHyTpeHHMe cltyxo-
BbI€ ITPOXOIbI CUMMETPUYHO CyKeHbI. JIMIIEBOI 1 TIpeaaBep-
HO-YJINTKOBBIN HEPBBI C 00EUX CTOPOH YeTKO He auddepeH-
LIMPYIOTCS, 3HAYMTEIbHO TUITOIUIA3MPOBAHbI, BU3YaIU3UPY-
JOTCST ONMHOYHbIE HUTEBUIHbIE CTPYKTYPhI, HECKOJIBKO TOJIIIE
cIipaBa.

Ha ocHoBaHMU OaHHBIX PACIIMPEHHOIO ayauoJOoruye-
CKOTO 00CJIeI0BaHMsI, CYPAOIEIarornuecKoro TeCTUPOBaHUsI,
a TaKKe TaHHBIX KOMITbIOTEPHOI ToMorpacdun 00JIacTU BHYT-
peHHero yxa, MPT ronoBHoro mosra ¢ Busyanusanueit VIII
napel UMH, D3I, naHHBIX KOHCY/IbTALIMK HEBPOJIOTa, OTCYT-
cTBUS 3 deKTa OT CAYXOMPOTE3UPOBAHUS PeOEHKY ObLIO pe-
KOMEHIOBAHO IPOBeAeHUe omepalnn (KoxjieapHasi UMILUIaH-
Talus) Ha TIpaBoe yXo.

BbinosiHeHA MPaBOCTOPOHHSSI KOXjIeapHasi MMILIaHTa-
uust. Ucnonb3oBan umriaHT ¢pupmsl Cochlear CI 512 (CA),
5JICKTPOIHAs pellieTKa BBeaeHa ITOJIHOCThI0. Bo Bpemst orepa-
LMK ObUTM 3apeTUCTPUPOBAHBI SJIEKTPUIECKHU BhI3BAHHBIE 110~
TEHLIMAJIbl IEHCTBUSI CIYXOBOIO HEpBa Ha BCEX 3JIEKTPOMIAX,
pedJiekc CTPeMSIHHOM MBIIILIBI OTCYTCTBOBAJ.

B Hacrosiiee BpeMst peGeHOK MOCeIaeT I0IIKOIbHOE YU -
pexneHue njs1 cnadocnpirammx. [losBUIMCch MOoHUMaHKe 00-
pallleHHO#1 peun, hpa3oBasi pedb.

Oo6cyxaenune

[To HalMM TaHHBIM, B HACTOsIILIEE BpeMsl OITyOJIMKOBaHO
2 coobuieHus ¢ onucanueM KT BUCOUHBIX KOCTel B 3 KIMHU-
yeckux caydasx CUB. B coo6uienun J. Braun u coast. [6]
OIKCaHbl 2 KIMHUYECKHUX Clyyasi: B MIEpBOM OTMEUEHO pac-
IIMPEHUE OCHOBHOTO 3aBUTKA M CIUSIHUE CPEIHEro M aru-
KaJbHOIO 3aBUTKOB YJIMTKU MO TUIY AUCIIa3uuM MOHIMHMU,
KHUCTOOOpa3HOE paclIMpeHre NpeiIBepusi, TOJTyKPYKHbIE Ka-
HaJibl c(hOPMUPOBAHbI, JABYCTOPOHHUI CTEHO3 BHYTPEHHUX
CJIYXOBBIX MPOX0OA0B. BTOpOIi ciiyyait ieMOHCTpUpYeT aHajlo-
TUYHYIO TUCIIIA3UIO YJUTKY 110 TUITY MOHAMHU, C KUCTO3HBIM
pacuiMpeHueM mpeaiBepusi M cHOPMUPOBAHHBIMU TOJY-
KPYXHBIMU KaHajaMu, HO 6€3 CTEHO30B BHYTPEHHMX CIYXO-
BBIX MPOXO/IOB. B TaHHOM cilyyae Takke ObLIM OTMEUYEHBI TPU-
3HaKHU JIBYCTOPOHHETO0 XPOHUYECKOTO CPEeTHEro OTUTA C pas-
pYLIEHHEM HaKOBaJbHE-CTPEMSIHHOIO COUJIEHEHUST U 3aTeM-
HeHHUe BceX MPUIATOUHbBIX Ma3yx Hoca. O6a ciyyasi COmpoBOXK-
JIAJIUCh TSKEJIOM JBYCTOPOHHEN moTepeit ciayxa. B Tperbem
ciiyyae, onucaHHoM Sérgio Ramos B 2010 r. [7], y mauneHTa
no naHHeiM KCBII ObuIM aMarHOCTMPOBAHBI OCTATOYHBIM
ciyx cnesa 100 n1b Y31 u TsoKenast ceHCOHeBpasibHasi Tyro-
yxocTb cripaBa — KCBII He onpenessiuch BILUIOTH 10 YPOBHSI
140 nb Y3/1. Ha KT BUCOYHBIX KOCTEI: HOpMaJIbHO C(hopMu-
POBaHHbBIE CTPYKTYPbl HAPYXKHOTO, CPETHETO0 U BHYTPEHHETO
yXa ¢ IByX CTOPOH, HOpMaJIbHO C(HOPMUPOBAHHBIE BHYTPEH-
HUE CIYXOBbIE MTPOXO/IbI 32 UCKIIOUEHHNEM HapyllIeHHUs TTHEeB-
MaTHU3allM1 aHTPyMa M COCLIEBMAHOTO OTPOCTKA CIipaBa (Msir-
KOTKaHHBIM KOMIIOHEHTOM).

B Hamewm cinyyae no gaHHbIM KT BMCOUHBIX KOCTEI BbI-
SIBJIEHBI TUITOIIA3MS YAUTKHY 3a CYET YMEHbIIIEHUs Yuciia 3a-
BUTKOB, IMOJYKPY>KHbIE U TOPU3OHTAIbHbIE KaHAJIbI PE3KO He-
JIOPa3BUTHI, ABYCTOPOHHUI CTEHO3 BHYTPEHHErO CIYXOBOTO
npoxona (IuaMeTp BHYTPEHHHUX CIYXOBBIX MPOXOI0B 1 MM),
YTO COIJIACyeTCs C MPEAbIIYIIMMU COOOIIEHUSIMU.

Takum oOpa3oM, y mauneHTa Obljia BbISIBJIEHA IIyXOTa CO-
BMECTHO C aHOMAJIMSIMU Pa3BUTHSI BHYTPEHHOTO yxa, Xapak-
TepHasi JU1sl TaHHOTO CUHIpOMa.
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M3 TNPAKTUIKA

[puGnusutenvto y 80% namuentoB ¢ CUB orMmeuaetcst
CHIDKEHUE CJyXa OT JIETKOM 110 TsKeJoi crereHu [1]. YuuTei-
Basi BHICOKYIO YaCTOTY HapylleHus ciyxa y nauueHToB ¢ CUB,
PEKOMEHIOBAHO IPOBEIEHUE PACIIMPEHHOIO ayauoJIornde-
ckoro obcienoBaHus a0 1 roma. B HacTosiiee BpemMsi ecThb
OINMMCAHHBINA Ccaydail mpeHaTaabHOU auarHoctTuku CHUB Ha
21-ii Hemesje TecTallMOHHOIro cpoka |[8], BaxkHOe 3HauyeHue
MMeeT MOJIEKYJISIpHOe TecTupoBaHue reHa UBRI He TOJIbKO
TSI TIOATBEPKACHMS IMATHO3a Y IOCTPafaBIIero pebeHka, HO
U UTSL JaJIbHERIIIET0 MEINKO-TeHETUIECKOTO KOHCYIbTUPOBa-
HMs ceMbH. [laToreHeTHYECKOI Tepaluy Ha JaHHBIA MOMEHT
HE CYILECTBYET, JIeYeHUE CUMIITOMATHYECKOE.
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