KJINMHUYECKUE CJTYHAU

CHARGE-cunapom
XK.I. Jlesuaweunu, H.JI. Cagenkosa, O.K. lopkuna, I1.B. Ilasros, M.JI. 3axaposa, /I.B. bpeycenko

Pre0y BO «CaHkT-lMeTepbyprckunii rocyaapCTBEHHbIN NeanaTpuyeckmini MeguUMHCKUI yHnBepcuteT» Munagpasa Poccuu,
CankT-lNeTepbypr, Poccus

CHARGE syndrome
J.G. Leviashvili, N.D. Savenkova, O.K. Gorkina, P.V. Pavlov, M.L. Zaharova, D.V. Breusenko

St. Petersburg State Pediatric Medical University, St. Petersburg, Russia

B crarbe npuUBOAATCA NAHHBIE JUTEPATYPbl M onucaHue KiauHuyeckoro Haomonennsi CHARGE-cunapoma ¢ ayTocoMHO-I0MH-
HAHTHBIM THUIIOM HaCJieloBaHus y pedenka 3 jer 7 mec. Ha3Banue cunapoma — a00peBuarypa, 00pa3oBaHHAsi OT TEPMUHOB, O3HA-
YaIMX XapaKTepHble BPOXKIeHHbIe MOPOKH pa3BuTus: «C» coloboma — Koi000Ma COCYIMCTOI 000/10YKH, AUCKA 3PUTETLHOTO
Hepsa, «H» heart defects — cepneuno-cocynucroie anomauu, «A» atresia of choanae — aTpe3us uim creno3 xoaH, «R» retardation
of growth and development — nedumur pocra, orcraBanue B pa3surun, «G» genital anomalies — anoMaM NOIOBBIX OPraHoB, «E»
ear abnormalities and sensorineural hearing loss — anomauu oprana ciyxa.

OC00eHHOCTD MPEACTABISIEMOT0 KIMHUYECKOTO ciiydasi cocTout B panHeil nuarnoctuke CHARGE-cunnpoma, nposisisiiomerocs
JIBYCTOPOHHEi KOJIOOOMOI COCYIUCTOI 000/I0YKH M JUCKA 3PUTEJbHOr0 HEpBAa; OAHOCTOPOHHMM NApPe30M JIMIIEBOTO HepBa; BPO-
JKJIEHHBIM TIOPOKOM cepaua (OTKPbITBIA A0PTAJIbHBI MPOTOK); 3a/I€PKKOil POCTA, CUXOMOTOPHOTO M NICMXOPEYEBOr0 Pa3BUTHS;
KPHITOPXM3MOM; JBYCTOPOHHE!N AHOMAJIMEil HAPYKHOrO yxa (KOPOTKOe, IMPOKOoe, 0e3 MOYKH M BHEIIHEro 3aBMTKA), HElpOCeH-
COPHO¥ TYTOYXOCTbI0; IBYCTOPOHHE! TMINOILIA3Mell 0YeK, XPOHUYECKOi 00/Ie3HBI0 OYEK.

Karouesvte caoea: demu, CHARGE-cundpom, kono6oma, HeUpoCceHCOpHAs my2oyxocmsy, AHOMAAUU cepoud, no4ex, yuei, KOCMHOU
cucmembt, 2UNO2OHAOU3M.

Ansa yntuposanus: Jlesnaiisuin XK.I., CaBeHkoBa H./J., lopkuHa O.K., lNMasnos 1.B., 3axaposa M.J1., BpeyceHko [.B. CHARGE-cuHapom. Poc
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The article provides literature data and description of the clinical case of CHARGE syndrome with an autosomal — dominant type
of inheritance in a child of 3 years and 7 months. The name of the syndrome is formed by the first letters of the characteristic con-
genital malformations: “C” (coloboma) — optic disc coloboma, “H” (heart defects) — cardiovascular abnormalities, “A” (atresia
of choanae) — atresia or stenosis of choan, “R” (retardation of growth and development) — growth deficit, developmental delay, “G”
(genital anomalies) — genital anomalies, “E” (ear abnormalities and sensorineural hearing loss) — hearing organ abnormalities.

A feature of the clinical case is the early diagnosis of CHARGE syndrome, manifested by bilateral optic disc coloboma; unilateral
paresis of the facial nerve; congenital heart disease (open aortic duct); retardation of growth, psychomotor and psycho-speech devel-
opment; cryptorchidism; bilateral anomaly of the outer ear (short, wide, absence of the lobe and external curl), sensorineural hearing
loss; bilateral renal hypopalasia, chronic kidney disease.

Key words: children, CHARGE syndrome, coloboma, sensorineural hearing loss, abnormalities of the heart, kidneys, ears, skeletal sys-
tem, hypogonadism.
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HARGE-cungpom (OMIM 214800) o6ycioBieH
myTauusiMu B reHe CHD7 (nokyc 8ql12.2), KOTophiit
komupyer JHK-cBsi3biBaromumii  6eok 7 XpoMoao-
MeHHo# renukasbl (Chromodomain Helicase DNA
binding protein 7) [1-5]. B nureparype omnucaH
¢eHOTUII, BBI3BAHHBIN MyTalueil B reHe ceMadopuH-3E

(SEMA3E; 608166) B xpomocome 721 [5]. Cunmpom
HacJIeayeTcsl TI0 ayTOCOMHO-TOMWHAHTHOMY THITY, JaIie
BCTpeYaeTcsT CITOPaIMYecKy, TaK KaK CBs3aH C MyTa-
HUsIMU, BO3HMKawmuMu de novo [1-5]. Pacrnipoctpa-
HeHHOocTb CHARGE-cuHapoma B IeTCKOW MOMYISILIUNA
1:12000 [5].
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HasBaHue cuHnpoma — abobpeBuarypa, oopazoBaHHast
OT TEPMHUHOB, O3HAYAIOIIMX XapaKTepHbIC aHOMATMHU
passutus [1, 2, 6—8]:

— «C» (coloboma) — ogHO- WJIM ABYCTOPOHHSISI KOJIO-
OoMa pamykKH, CETYaTKH, COCYIHCTOM OOOJIOUKH,
IMCKa 3pUTEIPHOTO HepBa ¢ MUKpOdTaIbMHUEH WU 0e3
TaKOBOM;

— «H» (heart defects) — aHomanuu cepaedyHO-COCYIU-
CTOU CUCTEMBI;

— «A» (atresia of choanae) — omHO- WJIM IBYCTOPOHHSISI
aTpe3us MO0 CTEHO3 X0aH;

— «R» (retardation of growth and development) —
IeOUITUT POCTa, OTCTaBaHUE B Pa3BUTHUH;

— «G» (genital anomalies) — aHOMaJUM TIOJOBBIX
OpraHoOB;

— «E» (ear abnormalities and sensorineural hearing
loss) — aHOMaJIMK OpraHa ciyxa.

CHARGE-cuHIpom xapakTepusyeTcsi OCHOBHBIMU
6 Tpu3HaKaMu, ogHako eime Gosnee 20 BpPOXIEHHBIX
aHOMAaJIMI MOTYT BCTPEYAIOTCS B Pa3IWYHBIX Bapua-
musx [6, 8—10].

Bnepsoie ommcanune CHARGE-cunapoma mpeacra-
suiu B.D. Hall (1979) u H.M. Hittner u coast. (1979),
KOTOpBIC OOpaTWIM BHUMaHWE, 9YTO TIPU HATMINIHU
y TIallMEeHTa aTpPe3n XOaH CJIeAyeT WCKaTh PSI IPYTHX
aHomanuit [1, 2, 8]. OcHOBHBIE TMATHOCTUYECKHUE TTPU-
3Haku CHARGE-cuHmpoma: Konoboma pamykKu, CeT-
YaTKW, COCYIWCTOM OOOJIOUKM, IHCKa 3PHUTEIHHOTO
HepBa, MuKpodTamemust (y 80—90% OONBHBIX); OTHO-/
IIBYCTOPOHHSIST KOCTHasg WM MeMOpaHHasT aTpe3usi/
cTeHo3 xoaH (y 50—60%); aHOMaMK YeperTHbIX HEPBOB:
I mapsb1 (runo- unu anocmust), VII mapel (ogHO- win 1BY-
CTOPOHHUIA TMape3 nuieBoro Hepsa; v 40%); VIII mapwr
(runmomutazust ciyxoBoro Hepsa); IX/X map (HapyiieHue
rmotaaus; y 70—90%); aHOMaIMy opraHa ciiyXxa B BUIE
THITEeP3JIaCTUIHOTO, KOPOTKOTO, IITMPOKOTO, ¢ HEOOJTBIIIOMN
WA OTCYTCTBYIOIIIEW MOYKOW, He CcHOPMUPOBAHHBIM
BHEIITHUM 3aBUTKOM Hapy>KHOTO yXa; OTCYTCTBHEM Tpe-
VTOJIBHON (DOPMBI  JTaIbeBUIHON BIAAWHBI, aHOMAJIUU
CpeIHero yxa (CMellaHHasl, IIPOBOISIIAS W CEHCOpPHAst
MnoTepsl ciyXa ¢ KIMHOBMIHOM aynuorpammoit, Mondini-
neeKT — HemojIHas YJIMTKA, TOJIBKO ¢ TIOJOBUHON 000-
POTOB BMECTO OOBIYHBIX IBYX C TIOJIOBUHOM), aHOMaJIUU
BHCOYHBIX KOCTEH, OTCYTCTBYIOIIME WM TMITOITUIACTHIC-
cKue rmomykpyribie KaHansl (y 80—100%) [1, 2, 8—10].

K BTOpOCTeTICHHBIM IMATHOCTHYCCKHUM ITPU3HAKAM
CHARGE-cuHapoma OTHOCSATCSI: TUIIOIUIa3Usl TEeHU-
TaIMii (MUKPOIICHUC W KPUIITOPXW3M Yy MalbuHKOB,
TWIIOIIIA3MsI TIOJIOBBIX TyO Y EeBOYEK), 3amepxkKa TOJIo-
BOTO CO3pEBaHUs, TUITOTOHATOTPOITHBIN TUITOTOHAIN3M
(v 50—60% 60BbHBIX); YMCTBEHHASI OTCTAJIOCTh/3a0epKKa
pasutus (y 100%); HU3KOPOCTIOCTh ¢ IeHUIIUTOM TOp-
MOHa pocta uin 6e3 TakoBoro (y 70—80%); cepmeyHo-
cocymucTele aHoMmanmuu (terpama Pamno, naeheKTH
aTPUOBEHTPUKYSIDHOTO ~ KaHajla, aHOMaJluu  aop-
TaJIbHOU apKu; y 75—85%); pacmienuHa ryobl u/vim Heba
(v 15-20%); tpaxeasodaranpHas ductyma (y 15-20%);

Jesuaweunu XK.I. u coasm. CHARGE-cunapom

XapakTepHbIll JUleBOil deHoTUN (KBaapaTHOE JIMIIO
C IMUPOKUM BBITAIOIIIMMCS JIOOM, IITUPOKasi IIepeHOCHIIA,
IMAPOKUI KOHYMK Hoca; y 70—80%) [1, 2, 8—12]. Ommu-
CaHbl NIOPAXEHUS IPYTMX OPraHOB U CUCTEM: aHOMAJIUU
MMOYeK  (IMCTeHEe3Wsl/TUIOIUIa3nsl, TIOAKOBOOOpa3Hast
MTOYKa, TUIPOHedPO3, My3bIPHO-MOYETOUHUKOBBIN ped-
mokc), anHoMmanust DiGeorge (rumnoriasust TUMyca, OKO-
JIOIIUTOBUIHBIX Kejie3), oMmdbarolene, WIA IyIodHas
IpbIXa, CKOJMO3, aHOMaJIWM KHUCTel pyk (momuda-
JIAHTHSI, TTOIMAAKTWIINS, SKTPOIAKTWIINS), Hedopmartus
crom [1, 2, 8—12].

Junarno3 CHARGE-cunapoma ctaBUTCS TIpy HaTMUUKA
y naiyeHTa 4 uim 3 OCHOBHBIX U 3 BTOPOCTENEHHBIX JAMar-
HOCTUYCCKUX XapaKTepUCTUK. [Ipd HaIMIMKA OIHOTO
WK 2 OCHOBHBIX W HECKOJBKMX BTOPOCTEIICHHBIX ITPH-
3HakoB auarHo3 CHARGE-cunmpoma Bo3moxkeH [1, 2,
8—12].

N3 4 na6monmaembix gereit ¢ penkum CHARGE-
CUHIPOMOM TIPUBOINM KIIMHUIECKUH CITydai.

Knunnyeckoe Hadmonenme. [lameHT — Mampbumk U.
3 net 7 mec. I3 aHaMHe3a U3BECTHO, YTO peOEHOK OT 2-it
OepeMEeHHOCTH, poIuics B cpoK ¢ Maccoil Tena 3590 r,
nauHou 55 cM. Tlpu poxXaeHUM COCTOSTHUE TsDKeloe:
acdukeus, npixarenbHas HemoctaTouyHocTh III crenenu.
C mnepuoma HOBOPOXIEHHOCTUM peOCHOK HaOJIomaeTCst
HEBPOJIOTOM TIO TIOBOIY PE3UAYaTBHOTO TIOPasKCHUS
HHC, mceBnoOyas0apHOro CUHIpPOMA, 3aICP>KKW TICH-
XOMOTOPHOTO Pa3BUTHS, Tlape3a JMIIEBOTO HepBa CITpaBa.
B cBs131 ¢ HapyIIeHNEeM TIIOTaHMS TP acTIpaIiy ¢ 1 Mec
peOCHOK HaXOmWJICsl Ha 30HIOBOM THMTaHWUW (Ha3ora-
CTpaJibHbIM 30H1) 10 1 roma. B Bo3pacre 13 Mec y pebeHKa
MPEIIOIOXKEeHa TYrOyXOCTh, Ha OCHOBAaHWM KIIMHHMYE-
CKUX MposiBieHui reHeTukoM TipenrnoioxeH CHARGE-
CUHIPOM. MaJpunK C Tleprola HOBOPOKICHHOCTH BOC-
IMATBHIBAaETCS B TICUXOHEBPOJIOTMIECKOM TOME peOeHKa.

B 1 ron 10 Mec peOGeHOK TTOCTYNUJI B OTAEJICHUE OTO-
puHonapuHroysoruv KinHuku CII6ITIMY mist cypmoino-
TMYEeCKOTO 00cIenoBaHus. [1py OCTYTUICHNH y TTaIlTMeHTa
BBISIBJICHA 3ajiepkKKa TICMXOMOTOPHOTO U TICHXOPEUEBOTO
pa3BuTHs. XOIOWTh, CTOSITh, CHICTH CAMOCTOSITETHBHO
0e3 MomIePXKN He MOXeT. HaBBIKOB caMOOOCITYKITBAHUSI
HeT. B 30HI0BOM MUTaHWUM He HYXIaeTcsl, CIIOCOOCH TJIOo-
TaTh M3METbUCHHYIO THITy. MMeeTcss acMMMeTpusT JIIia
3a CUeT Tapesa JIMIICBOTO HepBa cripaBa. [loBeneHUecKe
peakiiMi Ha 3BYKOBbIE CTUMYJbl B JUAIa3oHE PEeYeBbIX
JacTOT HEeCTAaOWIBHBIC (32 CUET HEBPOJOTUICCKON CHM-
TITOMaTUKM), OTMEYAIOTCS TP MHTCHCUBHOCTH CTUMYJIa
80—100 nb. PeueBast mpomyKiiust mpeacTaBieHa ITACHbIMU
3ByKaMU. Peakiust Ha oOpallleHHYI0 pedb OTCYTCTBYET.
OTOCKOIUST: 3ayITHbIe 00JIaCT! He M3MEHEHBI, TIPH TTajTh-
Maluu W TMepKycCur 0e300Je3HEHHbl. YIIM TUIlepasia-
ctuyHble (puc. 1). HapyXHbIe cryXOBbIe TPOXO/IBI CY>KEHBI
B KOCTHBIX OTHeJaX, OapabaHHBIC IEPEIIOHKM MYTHBIC,
ITPOCBEYMBAET IKCCYIAT, OTTO3HABATEIbHBIC ITYHKTHI Oapa-
OGaHHBIX TICPETIOHOK YEeTKO He BU3YAIM3UPYIOTCS. Pesyib-
TaThbl CypIOJOTMYECKOTo 00C/IeI0BAHMS: TUMITAHOMETPUS
cripaBa M cjieBa THIT «B» (XapakTepeH IJIsT 3KCCYIaTHB-
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HOTO OTHTA); 3alepkKaHHasl, BBI3BaHHAsI OTOAKYCTHIeCKast
SMUCCHST OTCYTCTBYET CJIeBa M CITpaBa; OTOAKyCTHIecKast
SMHUCCHS Ha 4YacTtoTe TpomykTa uckaxkeHust (OADITN)
OTCYTCTBYET CJieBa M CIIpaBa; KOPOTKOJATCHTHBIC CTBO-
noBble BbI3BaHHBIe ToTeHUManbl KCBIT (CE — Chirp,
BO3IYIIHBIN TenedoH): cripasa, ciesa 6osee 100 nb HIIC,
cjleBa  3apeTMCTPUPOBAH HU3KOAMIUTUTYIHBIA MUKPO-
(bOHHBII TTOTEHIIAI, CTipaBa MUKPOGhOHHBIN TTOTCHITHAT
He 3apeructpupoBaH. KCBIT (CE — Chirp, KocTHBbI
tenedoH): crpaBa, cieBa 6osee 50 b HIIC (puc. 2).
[NoBeneHUeCKasT ayTMOMETPUST — HECTAaOMITBHBIC peaKIINN
B IMalla30HE PEYCBBIX YACTOT HAa TOHAIBHBIC CTUMYIIBI
80—100 nb HIIC, uto cooTBeTcTBYeT IV cTeneHu Tyroy-
xoctu (Koppeaupytot ¢ pesyiasratamu KCBIT).

MaJtbuuKy TTpOBeIeH Kypc KOHCEPBaTUBHOW Teparuu
C TIOCTCHOYIOIIMM IBYCTOPOHHUM IIIYHTHPOBAHUEM
OapabaHHBIX TIeperoHOK. B pesynabrate oOciemoBaHMS
MUaTHOCTUPOBaHA XPOHWYECKasl JIBYCTOPOHHSISI CCH-
COHEBpaJbHAsT TYTOYXOCTh IV cTeleHM, ciieBa MO THUITY
cIyxoBoil Helporatuu. [lpowsBemeHO OWHaypasbHOE
CITyXOIIPOTE3UPOBAaHNE CBEPXMOIIHBIMU  arTapaTaMu
3ayITHOTO THIIA; PETYJIIPHO ITPOBOISITCS 3aHATHS CO CITe-
IIMAJTLHBIM TIEIaTOTOM IT0 Pa3BUTHIO PEUH.

B Bospacre 2 siet 1 mec pebeHOK 00ciefoBaH B crieliia-
JIM3UpOBaHHON Hedponornyeckoi kKinHuke CIT6ITIMY.
IIpu ocMoTpe obpalaloT BHUMaHWME BbIpasKeHHAsT aCHM-
METpUST JIMIla, 3amepXKa IICMXOPEYEeBOTO Pa3BUTHSI,
MOHMXXEHHOe MuTaHue (Macca Teja 12,2 Kr), 3amepxka
pocta (84,5 cMm), XpoHMUecKass OETKOBO-3HepreThye-
CKasl HelIOCTaTOYHOCTh 11 cTemeHm, cMeNraHHOTO TeHe3a.
Pocr pe6enka B 3 roma 7 Mec 84,5 cM, 9YTO COOTBETCTBYET
1-My LIEHTWJIBHOMY WHTepBaly peOeHKa 2,5-JIeTHero
Bo3pacta. OTMeYeHBI CKOJIMO3, Monvdananrust (yaBo-
eHMe HOITeBOI (hajlaHTH) OOJIBIIIOTO TMaJiblia JIEBOM KHUCTU
(puc. 3). HapyxxHble mojioBble opraHbl c(OPMUPOBAHbI
IT0 MYXKCKOMY THITY, TIPaBO€ SIMYKO OTCYTCTBYET, BBISIB-
JIeHbI TEHUTATbHAs TUIIOIUIA3UsI, TUITOCTIAIUs, KPHII-
TOPXU3M, MUKPOTICHUC, (DIMO3.

I[lo maHHBIM  YJIBTPa3BYKOBOTO  WCCIICIOBAaHWUS,
00beM TTOUeK CHIKEH: TpaBast TTouka — 50%22x24.6 cM;
o6neM 14,34 cm® (HopMa 22,6 cM?®), JeBast moyka —
55%23,5%26 cMm; oobeM 17,8 cm® (Hopma 23 cm®).
KoncratpoBana  JBYCTOPOHHSSI ~ TUIIOILIA3MS

KJINMHUYECKUE CJTYHAU

JIETOYHON THUIIEPTEH3UU He OOHapyxXeHBI. Ormpenes-
JOTCST OTKPBITOE OBaJIbHOE OKHO IO 2 MM, OTKDBITHIA
aopTaIbHBI MPOTOK AMAMETPOM 10 3,5 MM. DIEeKTpo-
Kapauorpadus: CHHYCOBBIM PUTM C YaCTOTOM CepIeIHBIX
cokpauieHuii 130 B MUHYTY, 3JIeKTprUUecKast OCh cep/ia
OTKJIOHEHA BJIEBO, HEIOJHAs OJoOKama TpaBOW HOXKHU
myuka [¥ca, cuHycoBast GpaTapuTMUS CTOSI.

[Ipr HEBPOJOTUIECKOM HWCCICIOBAHUU BBISIBICHO
pe3uayanbHo-opranmyeckoe mopaxenue LHHC. ud-
¢y3Has mbieyHast runotoHus. [1apes n. facialis cripaBa.
3amepkKa TICUXOMOTOPHOTO, IICMXOPEYEBOTO Pa3BUTHSI.
IlceBmoOynwbapHbIit cuHapoM. [lpu odrambmosornye-
CKOM MCCIIeIOBAaHUM TUAarHOCTUPOBaHA KOJIOOOMa COCy-
TIVCTOM ODOJIOUKYM M IWCKa 3PUTEIBHOTO HEpBa, IMPaBO-
CTOPOHHEE CXOMISIIeecs] Kocoriasue.

Takum 00pa3oM, KOMIUIEKCHOE 00CIeIOBaHUE BhISI-
BWJIO Y peOeHKa 5 OCHOBHBIX U 2 BTOPOCTETICHHBIX KPH-
tepusi nuarHoctuku CHARGE-cuHapoma co cToOpoHBI
OpraHOB MOYEBOW M TIOJIOBOM CHCTEM (IBYCTOPOHHSISI
TUTIOIIA3HSI TTOYEK, TUIOTUIA3MsI TCHUTATUNA — MHKPO-
TIEHUC, KPUIITOPXU3M, (DUMO3); CepIeTHO-COCYIUCTOMN
CHCTeMBI (BPOXAEHHBIN MOPOK cepAlia 6e3 reMOIuHaMU-
YeCKM 3HAUYMMBIX HapyIIeHUIT); 3pUTEIBHOTO allltapara
(KoroboMa cocymrcToi 000JIOUYKHU U TUCKA 3PUTEITLHOTO
HepBa, TIPaBOCTOPOHHEE CXOJSIIeecsT KOCOTJIa3ue); CIy-
XOBOTO armapara (aHoMausi (opMBI YITHBIX PaKOBWH,

Puc 1. Yinbie pakounsl y pedenka 1. ¢ CHARGE-cunapomom:
KOPOTKHE, IIHPOKHe, B (hopMe YalIeyKh, MOYKH OTCYTCTBYIOT,
BHEIIHUE 3aBUTKU He ChOPMHUPOBAHDI.

Fig 1. Auricles in the child I. with CHARGE-syndrome: short,
wide, cup-shaped, no lobes, no external curls formed.

TohA kiad Bopolobsn AYEROHCTPRE (HOBCIE R REE)

it Tt

nouek. B Bo3pacre 2 roga 1 mec y pebeHKa CKOpOCTb
KJIyOOuKOBO# (uibTpaiuu no ¢opmyie Schwartz
cocrasisina 91,4 mi/muH/1,73 M2, B Bo3pacTe 3 ronma
7 mec — 68,8 mi/mMuH/1,73 M2, 9TO COOTBETCTBYET =
XpOoHUYeCcKoit 6oe3Hu rmovek, ctaauu 2 (XBIT C2). .

V nanueHTa JAMAaTHOCTMPOBAH BPOXICHHBIA .

MOPOK CepAlla — OTKPBITBIA aOpTajbHBIA MPOTOK, .,

P T N

—ia —

OTKpPBITOE OBaJIbHOE OKHO, HEIOCTAaTOYHOCTH KPO-
BooOpameHust 0. [To maHHBIM 3XoKapauorpaduu,
ceplilie 1 MarucTpajibHble COCYabl CHOPMUPOBAHDI
MPaBWIBHO, KJIATlaHHBIN aIrmapar 0e3 IaTOJOTHH,
MTaTOJIOTUYCCKUI 00BEM SKUIKOCTU B IIEPUKAPIN-
JTBHOU ITOJIOCTM HE BBISIBICH, NMPU3HAKW BBIpa-
JKEHHOM TIEperpy3ku cepaua, OuiaTauuyd Kamep,

Puc. 2. TloBeneHyecKasi TOHAJIbHAS TIOPOTOBAsT AYIMOMETPHUS Y peGeHKa
N. ¢ CHARGE-cunapomom.

a — mpaBas; 0 — JeBas. OcTajbHbIe MOSICHEHHS B TEKCTE.

Fig. 2. Behavioral tonal threshold audiometry in the child I. with
CHARGE syndrome.

a — right; 6 — left. Other explanations in the text.
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Puc 3. Tomudananrus (yaBoeHue HOrTeBoii (hajaHru) GOJbLIOrO
najbia Jesoii kuctu y pedenka M. c CHARGE-cunapomom.
Fig 3. Polyphalangia (doubling of the nail phalange) of the thumb
of the left hand in the child I. with CHARGE syndrome.

XpOHMYECKasT IBYCTOPOHHSISI HENpPOCEHCOpHasl Tyro-
yxocTh IV cTemeHu, cieBa MO THUIY CIyXOBO#l Heipo-
MaTU¥, ABYCTOPOHHUI SKCCYTaTUBHBIA OTHUT); HEPBHOM
cucTeMBbl  (pe3uayallbHO-OpraHWYecKoe  IopaskeHHe
IIHC, 3amepkKa MCUXOPEYEBOTO Pa3BUTHSI, Mape3 JIHIIe-
BOTO HepBa CIIpaBa, aCUMMETpUs Jula, audbdy3Has
MBIIIEYHAsT TUTIOTOHUS, TICEBAOOYIHOAPHBIN CUHIPOM);
KOCTHO# CUCTEMBI (CKOIMO3, TTONMM(paIaHTHs); 3aIepKKa
pocTa, XpoHMUYecKast 6eJIKOBO-HepreTIecKas HeaocTa-
TouHoCTh II crenenu.

006cyxaeHue

CyuTaroT, 9T0 HanboJiee OMacHeH IS KU3HU TIalli-
eHTtoB ¢ CHARGE-cunnmpoMoM rmepros HOBOPOXIEH-
HoctH [2,7, 8,9, 12]. JIIByCTOPOHHSISI aTpe3ust XOaH BbI3bI-
BacT PECIMPATOPHBIA TUCTPECC-CUHIPOM, TPEOYIOIINi
HeMeIeHHON peaHUManuu. OTHOCTOPOHHSS aTpe3ust
X0aH MOXKET OCTaBaThcsl HE IMarHOCTHPOBAHHOM 10 TeX
Top, ToKa y peOeHKa He TPOSIBUTCS TTOCTOSTHHASI OMHO-
cropoHHsist puHopes [10, 11, 13]. B Hamem HabmoneHUNU
y MaJlbuMKa B HACTOsIILIEE BpeMsl aTpe3usl X0aH He ycTa-
HOBJICHA, TIepHOANYEeCcKass pUHOpPEes CBsI3aHa ¢ YacTHIMU
ITPOCTYITHBIMU 3a00JIeBAaHUSIMU.

Actiipaiiisi W HapylmIeHWs TJIOTAaHWsS y  JieTeit
¢ CHARGE-cuHapoMoM B OCHOBHOM SIBJISIFOTCSI Pe3yJib-
TaroM aHoMauii [X/X Tapel 4epeIrrHbIX HEepBOB, BCTpe-
yaeTcs TP aTpe3uy XOaH WM paclieruieHnn Heba. Kop-
MJICHUE JIeTeil CONpPOBOXIACTCS KalllleM, VIyIIbeM,
HOCOBOI perypruTaryeii, aCmuprupoBaHeM 1/ MJTHA TacTPO-
930hareanibHbIM  pedirokcom |7, 13, 14]. TIpobGaembr
C IBIXaHWEM Yallle CBsI3aHBI C aTpe3ueil XoaH, HO TaKke
MOTYT OBITh BTOPUYHBIMU TI0 OTHOIIIEHUIO K acIUpaIiuu
CONEP>KUMOTO KeTyaKa (racTpoa3odareanbHblid pedIroKe),
BO3MOXHO pa3BUTHE PELMAWBUPYIOIICH ITHCBMOHUM |2,
12—14]. Y Hamiero nmaunuveHTa B TIEPBBIi IO KU3HU OTME-
YaJIICh TPYTHOCTH C KOPMJIGHWEM W HapyIIeHHs TJI0-
TaHWsI, OOYCITOBJICHHBIC TICEBIOOYIEOAPHBIM CHHIPOMOM.
B Hacrostiiee BpeMsT cOXpaHSIeTCsT TICPUOINMICCKU aCTIH-
PAIIMOHHBIN CUHIPOM, C KOTOPBIM CBSI3aHBI TTPOOTEMBI
C IbIXaHWEM, B paHHEM IETCTBE PEOCHOK JIOJITOe BpeMsl
TTOJTy4asl TUTaHUe Yyepe3 Ha30TacTPaTbHBIN 30H]I.

Jesuaweunu XK.I. u coasm. CHARGE-cunapom

BpoxaeHHbIE TOPOKM CepALla BCTpedaroTcsa y 75 —
85% nmeteit c CHARGE-cunapomowm [1, 2, 8,9, 12—15].
VY Halrero maiMieHTa BBISIBJICH OTKPBITHIA a0pTaTbHBIN
NpoToK 0e3 HapylieHus] remoauHamuku. Komoboma
onpenensietcss y 80% GompHBIX [1, 2, 12—15]. Y Maib-
YUKa BBISIBJICHA IBYXCTOPOHHSST KOJOOOMa — pPETH-
HaJbHasi W JUCKa 3PUTEIBHOTO HepBa, IPaBOCTO-
pOHHee CXOISIIeecs] Kocorasue.

[Motepst ciyxa CIOyXUT Hambojiee XapaKTepHBIM
nposiBnenneM CHARGE-cunnpoma [2, 12, 15]. [Tapes
JIMIIEBOTO HepBa COYETAaeTC C CEHCOHEBPaJbHOMN
motepeit ciyxa [7, 16, 17,], 4To OTME4eHO B HallleM
HaOMONCHUU. Y MaJlbuMKa BBISIBICHBI XapaKTepHast
aHOMaJIMsI YIITHBIX PAaKOBHWH, TJyXOTa HEHPOCEHCOp-
HOTO THWITa, XPOHWYECKasl MBYCTOPOHHSIST TYTOYXOCTb
IV crenenu, ciesa ciayxoBast Heiiponatusi. OTCyTCTBUE
WJIU TUTIOTIIA3MS TIOJTYKPYKHBIX KaHAJIOB YXYIIIIaeT paB-
HOBeCHe, CITOCOOCTBYET 3aepKKe JBUTATCIbHON aKTHB-
HocTtu meteit [2, 11, 12, 16, 17], 4To He IMarHOCTUPOBAHO
B OTMCBIBAEMOM KIIMHUYECKOM CITyJae.

B 50—60% cirygaeB mammeHTH UMEIOT TeHUTABHYIO
narosoruto [18, 19]. B Haniem HaGMONeHUM Yy MaJlbuMKa
BBISIBJICHBI MUKPOIICHUC, KPUTITOPXU3M, (PIMO3.

OmHO- WM OBYCTOPOHHMI ITape3 JIMIIEBOTO HepBa
nmeetrcs v 50% GonbHbIX [2, 8, 9, 12, 20]. Coobuia-
€TCsl O MYJIBTUCHCTEMHOM HapyIICHUW Pa3BUTHSI, B TOM
yucie TUIoruiasuu mo3sxkeuka [20]. B nHamem HaGio-
IeHUN Y peOeHKa IMarHOCTUPOBAaHBI PEe3UIyabHO-0OpTa-
Huyeckoe mopaxkeHue LIHC, wmbleyHass TMIIOTOHUS,
3amepkKa TICUXOMOTOPHOTO, TICUXOPEUEBOTO Pa3BHUTHS,
TICEBIOOYIbOAPHBIN CUHIPOM.

Y 30% manueHTOB HaAOMIOMAIOTCS  KIMHOMAK-
TWIHS, TIOUAAKTHIINS, KOHTPAKTYPhI, OpaXumIaKTIIINS,
TUTICPMOOMIIBHOCTD, OTCYTCTBUE pebep M aHOMaJIbHBIE
MO3BOHKU, CKOINO3 [2, 8, 9, 21]. Y HabiomaeMoro namm-
€HTa BBISIBJICHBI CKOJMO3, TMOJTU(bATaHTUI OOIBIIOTO
TTajIbIla JJeBOW KHUCTH.

Ilpu CHARGE-cunapome omnmcaHbl IMCILIA3US,
TUTIOTIIA3HsI, areHe3Us ITOYeK, ITOIKOBOOOpa3Hast IoJKa,
ruapoHedpo3  yperepoHedpo3, IMY3BIPHO-MOYETOUHHU-
KOBBII pedIIIoKC, TUBEPTUKYII MOYEBOTO ITY3bIpsI, CTCHO3
YPETPHI C MPOTPECCUPOBAHNEM B XPOHUIECKYIO OOJIC3Hb
IOYeK, YTO OIpenesseT HeOJarompHusITHBIA ITPOTHO3
[3, 20—23]. ¥V mpencraBieHHOT0O HaMM TAllMEHTa ycTa-
HOBJICHBI TBYCTOPOHHSIS THIIOILIA3Us ITOYEK, XpOHUJe-
cKasi 60JIe3Hb MOYEK CTAIUM 2, YTO OTHOCHUTCS K BTOPO-
CTENeHHBIM MpU3HaKaM cuHapoma [1, 2, 12, 18—20].

uddepeHtmanbHas  IUAarHOCTMKA  TIPOBOIMJIACH
¢ cuHApoMoM aejietnu 22q11.2, manuiiopeHalbHbIM CUH-
npomoM, cuHapoMamu Kamimana (Kallman), KaOykku
I tun (Kabuki), 2Ky6epa II Tunm (Joubert) I, komraubero
rasa, opaxuooropeHaabHbIM (BOR), ¢ BpoxkneHHOI aTpe-
3ueit xoaH, VACTERL-accoumanueii |2, 3, 21-23].

HunarHoctuka CHARGE-cuHapoma y mnalueHTOB
OCHOBBIBACTCSI Ha pe3yiIbraTax CIIeINaTu3MpOBaHHOTO
WCCICNOBaHUST W 3aKTIOUeHUs odTalbMoJioTa, OTOja-
pUHTOJIOTa, CypoJora, HEBpoJiora, Kapauoora, racTpo-
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SHTEpOJIOTa, OpToIeaa, Hedporora, MOJIEKYJISIPHO-TeHe-
TUYECKOTO TECTUPOBAHMS M KOHCYJIBTAIlMU TCHETHKA.
BeneHue manueHTOB BKIIOYAET KOMILJIEKCHBIA MOIXOM
C TPUMEHECHHEM BBICOKOTEXHOJIOTMYCCKUX METOIOB
00CIeIOBaHUS U TCPATTHH.

IIporHo3 3aboieBaHWST 3aBUCHT OT  CTETICHU
TSDKECTH BPOKIECHHBIX aHOManuid. [lopaskeHre opraHoB
moueBoii cuctembl npu CHARGE-cunnpome Hepenko
yXe B JIETCKOM BO3pacTe ITPOTPEecCUpyeT B XPOHMUEC-
CKyI0 OoJIe3Hb TIOYeK. TpaHCIUTAaHTAIUsI ITOYEK ITpO-
IUTeBaeT KW3Hb JETel ¢ PEeIKWMM HAaCIeICTBEHHBIMU
CHHIpOMaMU W aHOMAaJHWel TIOoYeK, IPOrpeccupy-
OIMUX B TEPMWHAJIBHYIO CTamWio TOYEYHON HemocTa-
TouHocTh [23]. Pa3BuTHe MEAMLIMHCKOW Te€HETHUKU
CITOCOOCTBYET OOJIBITUM ycIleXaM B Teparuu TeHEeTH-
YeCKM NETCPMUHMPOBAHHBIX 3a00JieBaHUM, OOJBIIMH-
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