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O6ocHoBaHue. CurHgpom CHARGE — 3a6osieBaHne ¢ ayTOCOMHO-AOMUHAHTHbIM TUIIOM Hac/aeA0BaHus 1 MOomnynsLMOHHON
yactoton 1 cnyyan Ha 8500-15000 HoBOpOXKAEHHbIX. [IpuinHa 3aboseBaHNs — U3MEHEHWE HYKIeOTUAHOM nocae[oBa-
Te/1bHOCTU reHa CHD7. «bonblunmmu» KputepusiMm CMHAPOMa SIBJISIKOTCS KoJloboMa /a3, atpe3unsi Ui CTEHO3 X0aH, AE(PEKTbI
cpefHen IMHUK (paclyeanHa rybbl u/uam Heba) n BPOXKAEHHbIE MOPOKM Hapy)KHOIro, CPEAHEro u BHyTPeHHero yxa. CUHAPOM
CHARGE xapaKTepu3yeTcsi BblPa)K€HHbIM KJIMHUYECKMM [0JIMMOPPUIMOM, HTO YCIIOXKHSAET AMarHOCTUKY 3abosieBaHus.
OnucaHMe KIMHUYECKOro ciay4as. MasnbynK, Bo3pacT 5 n1eT, HanpaB/ieH K 3HAOKPUHOIOrY 110 NoBOAY 0OAHOCTOPOHHENO KPUII-
TopXxu3ma ¢ poxxaeHus. [pn ocMoTpe 06HapyKeHbI aCUMMETPMS InLa, HapyLIEHUE CTPOEHMS YILIHbIX PAKOBMH, rTMI0M1a3upo-
BaHHasi MOLLIOHKa 1 OTCYTCTBME OHOI0 IMYKa B MOLLIOHKE. TaKKe OTMEYEHbI KOJI060Ma CETYaTKM C BYCTOPOHHEN TYroyX0oCTbiO,
onepupoBaHHas paclyennHa rybol u Heba, TPYAHOCTU C KOPMJIEHWEM, KEBaHWEM U [NI0TaHMEM, 3a[EPIKKa YMCTBEHHOIO
pPas3BUTHS U Nnapaaud IMLeBoro Hepsa. KnuHnyecku auarHoctupoBaH cuHagpom CHARGE, BrnocieAcTBumn NoaTBEPKAEHHbIN
MOJIEKYIAPHO-FTEHETUYECKMM MCCAE0BaHNEM: BbisSIBJIEHa pPaHee onucaHHas naToreHHas reTepo3uroTHas HyKIeoTuaHas
3ameHa chr8:60838202C>T (HG38) B 3K30He 19 reHa CHD7. 3aknio4eHune. [lpossiaeHns cunHagpoma CHARGE pasHsTes
OT NaLMeHTa K nalmeHTy, B CBSI3U C YEM HEOBXOAMMO MOJIEKY/IIPHO-TreHETUHECKOE MOATBEPKAEHUE AnarHoaa. lauyneHTsl
¢ cuHgpomom CHARGE TpebytoT HabaoAeH s MeXAUCUMITIIMHapPHOM KOMaHAbl, @ K 9HAOKPUHOJIOTY 0B6bIYHO 06pallatoTcs
C )Ka/no6aMu Ha 3a[lEPIKKY POCTa, 3a[€PIKKY N0I0BOr0 Pa3BUTUS, KPUIMTOPXM3M M MMI0MN1a3upOBaHHbIE HapyKHbIE 0/10BbIe
opraHbl. B gonyéeptatHOM Bo3pacTe 3arnofo3pnTb MMnoroHagoTPOMHbIM rMnoroHagn3m y masb4ymka ¢ cuHgpomom CHARGE
BO3MOXHO Ha OCHOBaHMU COYETaHWUS OHO- MM [ABYCTOPOHHEr0 KPUITOPXM3Ma, MMonaasmpoBaHHbIX HapyXHbIX M010BbIX
OpraHoB 1 HU3KOM KOHLIEHTpaLuuu MHrmbnHa B.

KnroueBsbie cnoBa: cuHapom CHARGE, reH CHD7, atpe3usi xoaH, Kos1060Ma, ania3usi MoayKPY»KHbIX KaHal0B, rMnoroHajgo-
TPOMHbINA TMMIOroHaAn3M, aHoOCMUS, MHIMOWUH B, KInHu4YeCcKui cay4an
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CHARGE Syndrome from Pediatric Endocrinologist Perspective:
Clinical Case

Background. CHARGE syndrome is an autosomal dominant disease with population frequency of 1 case per 8500-15,000 newborns.
The cause of this disease is nucleotide changes in the CHD7 gene. The “major” criteria for the syndrome are eye coloboma, choanal
atresia or stenosis, midline defects (cleft lip and/or palate), and congenital malformations of outer, middle, and inner ear. CHARGE
syndrome is characterized by significant clinical polymorphism complicating its diagnosis. Clinical case description. The boy, 5 years
old, has been referred to endocrinologist due to unilateral cryptorchidism since birth. We have revealed face asymmetry, auricles
abnormalities, hypoplastic scrotum and absence of one testicle in the scrotum during examination. Retinal coloboma, bilateral hearing
loss, operated cleft lip and palate, difficulties with feeding, chewing, and swallowing, mental retardation and facial paralysis were
also noted. CHARGE syndrome was clinically diagnosed, and later it was confirmed by molecular genetic testing: previously described
pathogenic heterozygous nucleotide variant chr8:60838202C>T (HG38) in exon 19 of the CHD7 gene was revealed. Conclusion.
Manifestations of CHARGE syndrome vary from patient to patient, thus, molecular genetic confirmation of the diagnosis is crucial.
Patients with CHARGE syndrome require follow-up by multi-disciplinary team, and the endocrinologist is usually admitted with complaints
on growth retardation, delayed puberty, cryptorchidism and hypoplastic external genitalia. It is possible to suspect hypogonadotropic
hypogonadism in a boy with CHARGE syndrome at pre-pubertal age in case of its combination with one- or bilateral cryptorchidism,
hypoplastic external genitalia and low inhibin B level.
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Clinical Observation
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KnuHunyeckKoe Ha6noaeHue

OBOCHOBAHME

Cungpom CHARGE (cuHapom XuTTHep — Xonna) — 3a6o-
fleBaHMe C ayTOCOMHO-AOMUHAHTHbIM TUNOM HacnegoBaHMUs
1 nonynsaunoHHoM vactotoi 1 cnydan Ha 8500-15000 HoBo-
pPOXAeHHbIX [1, 2]. AyTOCOMHO-AOMWHAHTHOE HacneaoBaHue
npeanonaraert, 4To 3TOT CUHAPOM pPacrnpoCTpaHeH Cpeau nuL,
MYXCKOIO M EHCKOro nona C OAMHaAKOBOW 4vacTtoTow [3].
B 6onblIKHCTBE Cny4yaeB 3abosieBaHWe Hacnegyercs Cro-
pagMyeckn U BO3HWKAET MO MNPUYMHE WM3MEHEHUN HyKIe-
OTMAHOM NocnefoBaTte/ibHOCTM de nNovo, OAHAaKO OMnucaHbl
N cemernHble GpopMbl cuHapoMa [4, 5].

lepBoe onucaHve cuHapoMa 6bin0 OnNy6IMKOBAHO
B 1979 r. HE3aBMCMMO [BYMS aMEPUKaAHCKUMK BpayaMn —
OKynucToM XeneH XuttHep (H.M. Hittner) u coasrT. [6] 1 reneTu-
KoM BparaHom Xonnom (B.D. Hall) [7]. X. XuTTHep 1 coasT. onu-
canu 10 geTen ¢ KonobomMon, MUKPOGTabMOM, BPOXKAEHHbIMM
nopoKamu cepaua, 3aepXKKon pa3BuTUS, Nape3oMm JIMLEBOIO
HepBa, HapyLUEeHNEM [NOTaHUs 1 NMOPOKaMM Pa3BUTUS HAPYHK-
HOro yxa ¢ rnyxoTtou [6]. b. Xonn onncan 17 naumneHToB U3 pas-
HbIX CEMEN C BPOXAEHHON aTpe3nen xoaH (aTpeaunst — noaHoe
OTCYTCTBME €CTECTBEHHbIX OTBEPCTUM WM KaHanoB), y 60/b-
LUIMHCTBA M3 KOTOPbIX OTMEYaNUCb 3aAEpPMKa YMCTBEHHOMO
pa3BuTWSA, NOCTHaTaNbHas 3afepyKa pocTa, KPUNTOPXU3M
W/UAN MUKPOMNEHUC Yy ManbYnKOB (MeHee 2,5 cm), Hebonblume
YLK, NOPOKK cepaua, MUKPOrHatTus, Mukpouedanus n Koso-
6omMa a3 [7]. YdeHbl NpeanonoXui, YTo 3TU COCTOSIHMA
accouMMpoBaHbl MeXay cobov W SBASIOTCA MPOSBAEHUAMMU
cneumodnyeckoro cuHapoma [7]. Y Bcex nauueHToB, OnucaH-
HbIX X. XUTTHEP 1 COaBT. U b. Xonn1oMm, 6bi/n BbISIBNIEHbI MOPOKK
pa3BUTUS X0aH 1 KOIOGOMa a3, B CBSA3M C YeM 3TU COCTOSIHUSA
CTanu paccmaTpuBaTb KaK 06si3aTefibHble JuMarHoCTUYecKue
KpuTtepun cuHapoma. OgHaKo CO BPEMEHEM CTaso MOHSTHO,
4TO GEHOTUM TaKUX NALMEHTOB KpanHe BapuabeneH.

B 1981 r. KIMHUYECKMM reHeTuKOM R. Pagon v coaBT.
Obl10 NPeAoKEeHO Ha3BaHMe CMHAPOMA, KOTOPbIM Mbl MOJb-
3yemca Ao cux nop. OHO npeacTtaBnsieT coO60M aKPOHMM,
KOTOpbI 06pa30BaH B pe3y/braTe CNOXEeHUs NepBbix OYKB
Ha3BaHWM HEKOTOPbIX KIIMHUYECKUX NPOSBIEHUI CUHAPOMA:
C — Coloboma (kono6oma), H — Heart defect (aHoma-
MK cepaeyvyHo-cocyancTom cuctemol), A — Atresia choanae
(aTpesusa xoaH), R — Retarded growth and development
(3apgeprka pocta U passutus), G — Genital abnormality
(rmnoroHaguam), E — Ear abnormality (HapyweHue cTpo-
€HUS opraHa cnyxa W Tyroyxoctb) [8]. [AuarHos «CUMHAPOM
CHARGE» npegnaranocb cuyuMtaTb MOATBEPMKAEHHbLIM MpPU
BbISIB/IEHUW Y NauuneHTa 4 COCTOAHUM U3 6 ynoMsaHyTbIX [8].
B panbHenwem Kputepum AMarHoCTUKM HEOAHOKPATHO nepe-
cMatpuBanuce. Tak, B 1998 r. K.D. Blake n coaBT. npeanoxum-
M «6ONbLIMMU» KPUTEPUAMU CUHAPOMA CHMTATb KONOOOMY
C MuKpodTanbMoOM M 6€3 Hero, NMOPOKKM pPa3BUTUS XOaH,
HapyweHne paboTbl YepenHblX HEPBOB, MOPOKWU Pa3BUTUSA
opraHa ciyxa, a runonaa3vpoBaHHblE FEHUTAMKU, MOPOKMU
CepAEeYHO-COCYANCTON CUCTEMDBI, 3aLepPKy pocTa, paclie-
JINHY TY6bl U HeGa, TPaxeonuLLeBOAHYIO GUCTYNY U NULLEBOM
aAMCMOpOdU3M cYMTaTb «ManbiMU» KpuTepusamu. Mo MHEHUIO
K.D. Blake n coaBT., aHOMannn pa3BUTUS MOYEK, KOHEYHO-
CTeN, KOCTHO-MbILLIEYHOW CUCTEMbI, TMNONNAa3nNs BUIOYKOBOK
M MapalmTOBMAHbIX Kene3 OTHOCATCS K BTOPOCTEMEHHbLIM
Kputepusm cuHgpoma [8]. B 2005 r. A. Verloes npeanoxun
pasnuyatb TUNUYHYIO, aTUMUYHYIO M NapunanbHylo (Henos-
Hyt0) popmy cuHapoma CHARGE [9]. U3 «6onbmnx» Kpute-
pUeB OH NPEeasIOKMA UCKIOUYUTb AUCOHYHKLMIO YepenHbIX
HEPBOB M aHOMasIMM CTPOEHMSA HaPYKHOMo U CpefaHero yxa,
OCTaBMB TOJIbKO KONOGOMY, aTPe3nto X0aH U HeJOCTaTOHHOE
pa3BuTUE OpraHa paBHOBECUSA BO BHYTPEHHEM yxe [9)].

B HacTosiwiee Bpemsi Mcnonb3yloTcs «Gonblune» auar-
HOCTUYECKUE KpuTepuu, npeanoxeHHole C.L. Hale n coaBT.

B 2016 r. [10], B 4ncne KOTOpbIX XOpUopeTuHanbHas Koo-
60oma uan Konoboma AWMCKa 3pPUTENbHOro HepBa, aTpesus
WKW CTEHO3 X0aH, pacuiennHa rybol uin rybol n Heba, aHo-
MannuK CTPOEHMS HAaPYKHOro, CPeAHEero yxa uan HegocTaTou-
HOE pa3BUTUE MONYKPYKHbIX KaHanoB BMIOTb A0 annasuu,
M NaToOreHHble U3MEHEHUS HYKNEeOTMAHOW nocneaoBaTenb-
HOCTW reHa CHD7, KoaupyloLWero xenuMkasy, y4acTBYIOLLYHO
B GOpPMUPOBAHUM W CTPYKTypU3auum xpomatuHa. OgHako
YKa3aHHble COCTOSIHUS M3 Tpynnbl «GONbLWNX» KPUTEPUEB
HabngalTcs He y Bcex nauneHTosB ¢ cuHapomom CHARGE
[1, 10-13]. AMCHYHKLMIO YeperHbIX HEPBOB, KIMHUYECKM
NPOSIBASIOWYIOCH MPOrPEecCUpYIOLLMM CHUMKEHMEM chlyxa,
HapyleHneM O06OHAHWUS, HapyleHWEeM FNOTaHWUS, KeBaHus,
nape3om NosIoBMHbI NnLa u cyxocTbto pta, C.L. Hale v coaBT.
NPeaNoXUIN cYnTaTb «ManbiMU» OUArHOCTUHECKUMU KpU-
TepMAMM BMECTE C MOPOKaMW pPa3BUTUS FOIOBHOMO MO3ra,
TaKMMU KaK rmnonnasus Mo30/MCTOro Tena, MocTa, HUKHero
oTaena 4epBs MO3)Keyka, aHoManusa ApHonbaa — Kuapw |,
3a[EPKKOM YMCTBEHHOIO Pa3BUTUSA, PAacCTPOMCTBAMMU ayTu-
CTMYECKOro CMneKTpa, MMNOroHagoTPOMNHbIM FMNOroHaAW3-
MOM, AedULMTOM FOPMOHa pOCTa, BTOPUYHBIM TMNOTMPEO-
30M, BTOPWUYHOM HAAMOYEYHWUKOBOM HEAOCTaTOYHOCTbIO,
BPOXAEHHbIMX MOPOKaMM Pa3BUTUS CEPAEYHO-COCYANCTOM
CcUCTEMbI, NULLEBOAA, NOYEK, CKeneta U KoHevyHocTen [10].
[narHos cyntaeTcs NOATBEPKAEHHbBIM, COMIaCHO KPUTEPUSIM
C.L. Hale v coaBT. [10], ecnn y naumMeHTa UMetoTCs Kak MUHMK-
MyM ABa COCTOSIHUS U3 FPYNMbl «60NbLIMX» KOUTEPUEB U OJHO
COCTOSIHME W3 Tpynnbl «ManblX» KpUTEpUEB. Y MNauueHToB
¢ cnHgpomom CHARGE moryT oTMeyvaTbCsi MUrpeHb, anunen-
CWS, KaTapaKTa, OTC/IOMKa CEeTYaTKH, BblpaXKEHHbIR CKONMO3,
[LONONMHUTENbHbIE MNanblbl MAKM danaHruM, OTCYyTCTBME WU
HeJopa3BUTME OLHOMO MAWM HECKONbKMX NaNbLEB BEPXHMX
WU HWXKHWUX KOHEYHOCTEW, CKNagKW LWeW, AOMONHUTENb-
Hble UM Heopa3BUTbIE COCKM, rpbiXKa Nyno4yHOro KaHaTuka
N MUKpodTanbMns, OJHAKO HU OAHO M3 ITUX COCTOSIHWUK He
ABNSETCH AMAarHOCTUYECKMM KpUtepmnem cuHapoma [14].

Mo nocnegHUM AaHHbIM, KPOME HYKIEOTUAHbIX 3aMeH
B reHe CHD7, ¢ cuHagpomom CHARGE accounnpoBaHbl nato-
reHHble reTepo3nroTHbie U3MEHEHUS HYKeOoTMAHOM nocne-
noBaTenbHOCTM B reHe SEMAS3E, Kogupytoliem 6enoK U3
cemencTBa cemad®opUHOB, KOTOPLIM, B CBOK 04Yepeb, BAUS-
€T Ha TrOoHafOTPOMMH-PUANBUHI-TOPMOH-CEKPETUPYIOLLNE
HenpoHbl [15]. Mpu 3TOM Ja)ke y NauueHToB C OAWHAKo-
BbIM FreHETUYECKMM AeDEKTOM MOTYyT OTMEeYaTbCs PasinyHble
nposiBneHus cuHapoma [4].

Heo6xoanMoCTb NpeacTaBieHUs JaHHOM0 KIMHUYECKOro
cnyyasi CMHApPOMA MPOAMKTOBAHa PEAKOCTbIO M BblparKeH-
HbIM KJIMHWYECKMM nonnmMopoduamom 3abosieBaHus, a Tak-
e HeobxoauMOoCTblo MHDOPMMPOBAHUSA Bpaden 06 3HAO-
KPUHHbIX HapYLIEHWAX M BO3MOXHOCTSX MpeaBapuUTeNbHOM
[AWarHoCTUKM TMMNOroHagM3ama y Maib4yMKOB C CUHAPOMOM
CHARGE B gonyb6eptaTHOM Bo3pacTe.

KNIUHUYECKHUIA NPUMEP

O nauueHTe

Ha ambynaTopHbIt NpPUMEM K AETCKOMY 3HAOKPWMHOMOrY
NOCTynua MasnbyuK, Bo3pacT 5 net 1 mec. }anobbl (Co cnoB
poauTenen) Ha geduumnT Macchl Tena, HapylleHne rnoTaHus,
JKEBaHUS, 3aAeprKKYy YMCTBEHHOrO pa3BMTUSA, OTCYTCTBUE
OAHOrO fIYKa B MOLUOHKE.

AHamHe3 60/1e3HHU

C poxaeHus y pebeHKa paclienvHa rybol n Heba, Mo
noBoAy KOTOPOW HeoAHOKpaTHO onepupoBaH. Ha nepsom
rofy ¥M3HW ANarHOCTUPOBaHbI KONIOGOMa CETHATKH, 3a4ePK-
Ka YMCTBEHHOro pa3BWTUS M TYyroyxocTb, MO MOBOAY Yero
YyCTaHOBJ/IEHbI KOX/1€apHblE UMMAAHTbI C IBYX CTOPOH.



AHaMHe3 }XU3HU

Manb4ymK poaunca Ha 36-n Hep 6EPEMEHHOCTU C INTMHOM
Tena 56 cm, maccon 4300 r. B Te4eHne nepBoro roga u3Hu
Haxoaunca Ha 30HAOBOM MUTAHUK B CBA3M C TPYAHOCTAMM
B KOPMJIEHWH, CBSAI3aHHbIMU C GOPMUPOBAHUEM, NEPEKEBI-
BaHMEM MULLEBOr0 KOMKa U rMoTaHUEM.

HacnepgcTtBeHHbIN aHamMHe3

Y poauTenen n cnMbCoB KIMHUYECKUX NMPOSIBNEHUN, YKa-
3aHHbIX Bbllle, He oTMeYanocb. bpak He6GAM3KOPOACTBEH-
HbiK. LleneBon (cpeaHepoautenbCkui) pocT (mid parental
target height) — 183,5 cm (0,93 SD).

dusuKkanbHaa AMarHocTMKa

Mpn ocmoTpe pocT Manb4yumKa coctaBngn 103 cwm
(—1,1 SD). 3agepxKu pocTa He BbISB/IEHO, OJHAKO OTMEYEH
BblpakeHHbIn gednumnt maccol Tena — 13,5 kr (SDS UMT =
—2,5 SD). Mmencs 0gHOCTOPOHHMI Napes IMLLEBOrO HEPBA,
YTO MPU OCMOTPE MNPOSBAANOCH AaCUMMETPUEN MONOBUHBI
nmua. TakKe oTMeYeHbl HU3KOMOCaXeHHble POTUPOBaHHbIE
YLWKW W TUNepTenopuam (CM. pucyHoK). Monosas dopmyna no
TaHHep |, runonnasus MOLWOHKHK, NpaBoe AUYKO pa3MepoM
1 M — B MOLLOHKE, JIeBOE ANYKO B MOLLOHKE HE onpeaens-
JI0Cb, KABEPHO3HbIE Tefla HOpMasibHOro pasMmepa.

JlaGopaTopHOe U MHCTPYMEHTa/lbHOe o6cnefoBaHue

B 6uoxumuyeckoMm npodwuae KpoBU OTKIOHEHWUK
He BbIIBNEHO: MoKo3a — 4,3 MMonb/n (Hopma ao 6,1),
xonectepuH — 3,71 Mmonb/n (Hopma fo 5,2), anaHuH-
aMuHoTpaHcodepasa — 15,6 Ea/n (Hopma go 40), acnaprtaT-
amuHoTpaHcdepasa — 37 Ea/n (Hopma go 40). MUccneposaH
TUpeouaHbln  Npodunb: TUPEOTPOMHbIK TFTOPMOH —
3,7 MKME/mn (Hopma 0,4-4), T4 cBo6oaHbin —
15,7 nmonb/n (Hopma 12,3-22,8). M3 apyrux ropmMoHasb-
HbIX MOKas3aTeNen wccnefoBann KOHUEHTpaLMIo KOpPTU30-
na, 6a3anbHbll YPOBEHb KOTOPOro coctaBun 372 HMONb/N
(Hopma 150-550 Hmonb /1), UHrMbuH B — 20 nr/mn (Hopma
25-130 nr/mn).

Mo peadynbTataM ynbTPa3BYKOBOro MccefoBaHWUs opra-
HOB MOLLUOHKM JIEBOE SIMYKO B MOLLUOHKE W MO X0y Maxo-
BOro KaHaja He onpeaensanocb. dxokapauorpadus — 6e3
naToNormu.

MpeaBapuTenbHbIi AUarHo3

Ha ocHOBaHWWM coYeTaHUs KONOGOMbI CETYATKM C Tyro-
YXOCTblO, pacuienMHon rybbl U Heba, aHOManuew cTpoe-
HUS YLWIHbIX PAKOBWH, TPYAHOCTAMMU B KOPMIEHWUW, }KEBAHUU
W [NOTaHWKU, 3aEPKKON YMCTBEHHOrO pasBWTWSA, OAHOCTO-
POHHWMM KPWUMTOPXM3MOM, Mape3oM JIMLEBOro HepBa 6bin
3anogo3peH cuHapom CHARGE.

AnHamMuKa u ucxopabl

[ns noaTBepXAeHWs AuMarHo3a MpoBeAeHO uccneno-
BaHue reHa CHD7 (NM 017780.4) MeETOAOM CEKBEHMPO-
BaHWSA HOBOMO MOKONEHUs. B 19 3K30He reHa o6Hapy»KeH
paHee HeO4HOKPATHO onucaHHbin (PMID: 29179815, PMID:
18089695, PMID: 29300383) retepo3uroTHbii BapuaHT
(HG38, chr8:60838202C>T, ¢.4480C>T), npuBOAsALLMI
K GOpMMpPOBaHMIO CTOM-KOAOHA W MpeEXKAeBPEMEHHON Tep-
MUHaLMWK TpaHenaunmn p.Arg1494Ter (rs587783442). Taknum
ob6pas3om, AMarHo3 cuHapoma CHARGE 6b1n noaTBepKaeH.

MporHos

MpoAONKUTENBHOCTb WU3HU MALMEHTOB C CUHAPOMOM
CHARGE cunbHo BapbupyeT. Hanbonee BbicOKas MnageHye-
CKasi CMepPTHOCTb OTMeYaeTcs Cpeamn NaumeHToB C MOPOKOM
pa3BUTUSA XO0aH, BPOXAEHHbIMW MOPOKaMW cepaua, Tpa-

PucyHok. ManbuuK, Bo3pact 5 net, ¢ cuHapomom CHARGE
Figure. The boy, 5 years old, with CHARGE syndrome
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MpumeyaHue. OTMEeYaOTCS aCUMMETPUS ML U aHOManus CTPOEHUS
HapXKHOTO yXa: HU3KOMOCAXKEHHbIE POTUPOBAHHbIE YKOPOYEHHbIE YLLK,
MOYKM OTCYTCTBYIOT, BHELUHWE 3aBUTKW HE CHOPMUPOBAHDI.

McTounmk: Kokopesa K.[., 2024.

Note. Facial asymmetry and external ear anomaly are noted: low
rotated shortened ears, no lobes, external curls are not formed.
Source: Kokoreva K.D., 2024.

XeW, MuiLeBofa, HapylweHUAMMU OoTaHUs U KesaHusa [16].
Mpn cnopaguyeckon Mytaumm de novo (Kak, BEPOSATHO,
B OMWCAHHOM HaMW Cllydae) PUCK POXAEHUS elle OLHOro
pebeHKa ¢ cuHapomom CHARGE B ceMbe He npeBbillaeT
0o6LenonynaLMoHHbIX. Mpy HacnegoBaHMK NaToNOrM4eCcKo-
ro BapuaHTa reHa CHD7 oT 0IHOro U3 poauTenemn pucK pox-
[eHus elle oaHOro pebeHKa B ceMbe C JaHHOM naTonornen
coctaBnseT 50%.

OBCYXAEHME

N3 «6onbwux» KputepueB cuHapoma CHARGE (no
C.L. Hale n coaBrT. [10]) y ManbynKa oTMeYeHbl Konoboma
ceTyaTKu, pacliennHa rybbl U Heba, aHOManus CTPOEHUs
HapPYXHOro yxa M NaTOreHHbI paHee OMNUCaHHbIM BapuaHT
reHa CHD7. Takum o6pa3om, nauuMeHT cOoOTBETCTBOBan
YyeTbipem «6onblNMM» Kputepusam cuHapoma CHARGE, Toraa
KaK AN yCTaHOBNEHWS AMarHo3a A0oCTaTtovHO AByX. [pu
3TOM aTpe3ns xoaH, KoTopasi UMEETCH Y KaXaoro BTOPOro
pebeHKa ¢ cuHapomom CHARGE [8, 17], y Hallero nauveHTa
He oBHapyeHa.

N3 «Manbix» KPUTEPUEB CUHAPOMA Y Hallero nauueHTa
BbISIBMIEHbI HapylleHWe cnyxa, notpeboBaBLUee YCTaHOBKM
KOXx/leapHbIX MMMNAHTOB, 3aJepXKa YMCTBEHHOro pas3Bu-
TUS, CNOXHOCTU C KOPMIEHWUEM, [TIOTAHUEM U KEBAHWEM MO
npUYnMHe ANCOYHKLIMM YepenHbiXx HEPBOB. B yncne «Manbix»
Kputepues cuHapoma CHARGE ynomuHaeTtcs runonutyurta-
pU3M C BTOPUYHBIM TMNOrOHAAM3MOM. [MNONNa3ns MOLLOHKM
W NIEBOCTOPOHHWUI KPUMNTOPXM3M MOTyT SBAATbCH CUMMTO-
MaMu TMNOroHaZOTPOMHOro runoroHaguMama. Kpome Ttoro,
BbISIBIEHHOE Y Hallero nauneHTa M3MeHeHWe HyKI1eoTUAHON
nocnefoBaTenbHOCTM reHa CHD7 6bino paHee onucaHo
y ABYX AeBo4yeK ¢ cuHapomom CHARGE, y oaHOM M3 KOTOPbIX
oTMeYanocb HenosiHoe nosoBoe pas3BuThe [18]. BospacT
BTOPOW NaLMEHTKHM (6 NeT) He NO3BONSAN YCTaHOBUTb MMMNOro-
HaAM3M, O4HaKO rMnonaasus nonoBbIX ryd y Hee He BbisiBie-
Ha. Y Manb4ymMKOB A0 LOCTUXEHMS nybepTata rMnoroHagu3m
MOXET OblTb MOATBEPKAEH NPU OOHAPYKEHUU HUSKOM KOH-
LleHTpauun nHrnbuHa B, 4To CBMAETENbCTBYET O Heaopas-
BUTUK KneToK Ceptonu [19, 20].

Y Halwero nauMeHTa HU3Kas KOHLeHTpaumsa MHriMbuHa B
coyeTanacb € rMnonaasvpoBaHHOM MOLUOHKOW U OAHOCTO-
POHHUM KPUNTOPXM3MOM. TakuM 06pa3om, rMNoroHagu3m
BblcOKoBeposTeH [19, 20]. 3HaHMe 06 3TOM MNO3BOJSIMT MO
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KnuHuyeckoe HaGnopeHue

[IOCTUIKEHMM NaumeHToM 12-neTHero Bo3pacTta [19] (cpeaHe-
ro BO3pacTa HacTyMnJeHns Nos0BOro pa3BuTUS y Masb4ynKoB)
npu OTCYTCTBMM CMOHTAHHOro ny6eptata BOBPEMS WMHULIU-
MpoBaTb Tepanuio roHagoTPONMHaAMMU WUAN CMeCbio 3hUPoB
TecTtocTepoHa. 1o noBofy OLHOCTOPOHHEr0 KPUMTOPXM3Ma
Manb4yuMK Obll HANpPaBiAEH Ha KOHCYNbTALMIO K XMPYPTY.

Y nauuMeHTa Mbl TakKe NpoBenu uccnegoBaHme Tupeouna-
HOro cTaTyca Ans UCKYEHUS NEPBUYHOIO UK BTOPUYHOIO
rMNoTMpeo3a BCNeACTBME rMMoTanamMo-runodpusapHomn Heao-
CTaTO4HOCTU. M3BECTHO, B YACTHOCTH, YTO CHMIKEHUE PYHK-
LMK LWMTOBUAHOW XKenesbl nmeetca y 12-18% naumeHToB
¢ cuHapomom CHARGE [17]. Takke uccnegoBanvM GUOXMMMU-
YeCcKMM npodunb KPoBM (YPOBEHb [IIOKO3bl) U KOHLIEHTpa-
umnio 6a3anbHOr0 KOPTU30/a C Le/blo MCKIOYEHNUS HaAMo-
4Ye4YHMKOBOW HEfOCTaTOYHOCTU — €lle OAHOr0 BO3MOMXHOIO
3HAOKPMHHOro KoMnoHeHTa cuHapoma CHARGE [17].

3ageprka pocTta oTMedvaeTrcs y 70% nauueHTOB
¢ CHARGE-cuHapomoMm, M3 HUX ¥ 15% no npuynHe aedu-
uuTa ropmoHa pocta [17]. PaHOOMW3UPOBAHHbLIE KIK-
HWYEeCKMe wucnblTaHUs 3bPEeKTUBHOCTM coMaToTpOonuHa
B TaKMX C/yyasix paHee He NMPOBOAMAMN, OLHAKO pesy/bTa-

Tbl CMCTEMaTM4YecKoro o63opa NO3BONAIOT cyuTaTb Tepa-
nUI0 PEeKOMOBUHAHTHLIM TOPMOHOM pocCTa y NaLMWEHTOB
¢ CHARGE-cnHapoMmom acddeKkTUBHOM U 6e3onacHom [21].
Y onncaHHOro HaMu nauMeHTa 3afeprKa pocTa He oTMme-
yeHa (SDS pocta —-1,1 SD) [8, 17].

3a nocnegHue rogbl B POCCUMCKON MEAMLMHCKON nuTe-
patype ony6AMKOBAHO HECKONIbKO K/IMHUYECKUX OMUCaHWUM
netert ¢ cuHapomom CHARGE (cm. Tabnuuy) [5, 22-25].
MauuneHTbl o6pallanmcb K BpadyaM pasnuyHbiX cneuuanbHo-
CTeV B CUY UMEIOWMXCS Y HUX MaTONOrMi pasnnyHbiX opra-
HOB M CUCTEM (OPraHoB cfyxa, 3peHUsi, 06OHSHUS, NONOBbIX
OpPraHoB M T.4.), YTO YKa3blBaeT Ha HEOBXOAMMOCTb BeAEeHUS
TaKMX NaLMEHTOB MEXAMCLMNANMHAPHOM KOMaHAoW Bpayewn
M NOBbIWEHNS HACTOPOXKEHHOCTU OTOPMHONAPUHIONOrOB,
3HAOKPUHONOroB, 0dTanbMONOroB, racTPO3HTEPOSIONOB,
KapAnMoaoroB B OTHOLWEHWM CBOEBPEMEHHOW [AMArHOCTUKM
cuHapoma CHARGE. Kpome Toro, npeactaBieHHble B Tabnu-
Le JaHHble HarnsgHO WATIOCTPUPYIOT KIMHUYECKUI NOAMMOP-
du3m cuHapoma CHARGE. B 1O e Bpemsi HWM B OAHOM W3
[BYX ONy6/MKOBaAHHbIX 9HAOKPUHONOraMM KIIMHUYECKKUX CAy-
yaeB [b, 23] Bonpochkl NpeaBapuTeNbHOM ANArHOCTUKM TUMO-

Ta6auuya. KnMHMyeckue onmcaHmsa poCCUMCKMX NauneHToB ¢ cuHagpomom CHARGE
Table. Clinical descriptions of Russian patients with CHARGE syndrome

[Haixec H.A. 1) [BycTopoHHsAs Kono6oma Mapes nuueBoro HepBa, PaHHsAs gMarHoctnka OTopuHONapuHronor
1 COaBT., XOPUOUAEN U AUCKA KPUNTOPXM3M, 3afieprKKa 3aboneBaHnsa B BO3pacTe
2022 [22] 3pPUTENIbHOMO HEPBA; pocTa, NCUXOMOTOPHOrO 4 MecC M3HM Ha OCHOBaHUKU
2) aucnnasunsg NoayKPYyKHbIX W pe4yeBoro pasBuTHS, KNUMHWYECKOM KapTUHbI.
KaHanos; [IBYCTOPOHHSAA TYroyXxocTb, | [AnarHo3 noatBepxaeH
3) reteposuroTHas HOCUTENb TPaxeoCTOMbl, pesynsratamu
HYKNeoTuaHasa 3aMeHa racTpoCTOMbl reHeTU4yecKoro
B reHe CHD7 pArg.157 nccnenoBaHus
XabubynnuHa 4.A. | 1) Kono6owma; AHOCMMUS, CemeitHasi dopMa cuHApoMa. | SHAOKPUHONOM
1 COaBT., 2) reteposuroTHas rMNOroHaAo0TPOMNHbIV KnuHnyeckuit nonumopduam
2021 [5] HYKNeoTuaHasa 3aMeHa rMNoroHaan3m 3a6oneBaHnsa Npu 0LHOWM
€.6193C>T:p.R2065C W TOW K€ HYKNEeOTUAHOMN
B reHe CHD7 3amMeHe Y POACTBEHHMKOB
OAHOMN ceMbu
Bparkko H0.A. 1) ManeHbKue, HenpaBuIbHON | 3afeprKKa CoyeTaHue cuHapoma OHAOKpPUHOMOT
Y COaBT,, GOpMbI YLLIHbIE PAKOBUHbI; MCUXOMOTOPHOIO CHARGE ¢ caxapHbIM
2021 [23] 2) reteposuroTHas 1 peyeBoro pasBuTHS, nva6eTtom 1-ro Tuna,
HyKNneoTuaHas MUKPOMNEHUC, He onucaHHoe paHee
3aMeHa B JOHOPCKOM KPUNTOPXM3M, B MEAMLMHCKOM nuTepaType,
cainTe cnnancuHra HECNOCO6HOCTb a TaKXKe HU3Kas NoTPpe6HOCTb
18¢.4353+1G>T nepexeBblBaTb NULLY B VHCY/IMHE
B reHe CHD7
Bypsikoea C.U., 1) Kono6oma; BpoxkaeHHbIN MOpPoK Bo3MoxHoCTM npeHaTanbHon | Bpau
Mynpa C.A., 2) aTpes3us xoaHbl; cepaua [MarHoCTUKK cUHApOMa yNbTPa3BYKOBOMN
2021 [25] 3) HU3KOopacnonoXKeHHbIe [IMarHOCTUKM
aHoManbHo
cHOpPMUPOBaAHHbIE YLIHbIE
pPaKoBWHbI
Nesunawswunun XK.I., | 1) Kono6oma cocyanctom [BYCTOPOHHSASA runonna3uns | MHOXeCTBEHHbIE MOPOKH OTopuHOnapuHronor
2020 [24] 060/104KM M JUCKa NoYeK, MUKPOMEHKC, pas3BuUTUS
3pUTENBHOrO HEPBA; KPUNTOPXM3M,
2) MOPOK PasBUTUS YLIHbIX OTKPbITbI OBasibHbIN
paKkoBWH NPOTOK, ABYCTOPOHHSS
HenpoceHcopHas
TYrOyXoCTb, 3a/lepHKa
pocTa 1 NcMxopeyeBoro
pa3BuUTUS, Napes MLEBOro
HepBa, nonudanaHrus




roHagn3ma y Majb4yuMKOB B gonybeprate He 06Cyxaanuchb.
[.A. XabubynnunHa v coaBT. [5] onucanu 4eBOYKY ny6epTaTHOro
BO3pacTa C HapyleHMeM 060HAHUSA U 3aepPrKKOM NOI0BOro
pa3sutua. K0.A. bpaxKko 1 coaBT. [23] NpeacTaBuUIn KIUHU-
Yeckumn cnyydamn codetaHmsa cuHgpoma CHARGE ¢ caxapHbim
anabetom 1-ro tmna. TakmMm o6pas3oM, npeacTaBieHHbIN
HaMKW KIIMHUYECKUI criydal SBASETCS YHUKaNbHbIM Ans poc-
CUNCKOW MEAMLUMHCKOW NutepaTtypbl OMMCaHMEM MallbyMKa
pony6epTatHoro Bo3pacta ¢ cuHgpomom CHARGE, y koTopo-
ro NpoBoOAMNachb NpeaBapuTenbHas AMarHOCTMKa rMNoroHa-
an3Ma NyTeM OLIEHKM KOHLEHTpaLnn HHrmbumHa B.

AnddepeHumnanbHaa guarHocTuka

B Kpyr 3aboneBaHui, C KOTOPbIMM, MO HaWeEMy MHe-
HWIO, cneayeT NPoBOAUTb ANddEPEHLMaNbHYIO AMAarHOCTUKY
cuHgpoma CHARGE, BKAtoYalOT HOPMOCMMYECKUM BPOXK-
[EHHbIN WU30UPOBAHHbLIN TMNOrOHAAOTPOMHbBIX FMNOroOHa-
AM3M M TUMNOroHaAM3M C HapyweHuem OOGOHSAHWUS, CHUHA-
pom [u [xopaxu (cuHApoM geneuuun 22ql1.2), CUHAPOM
Tpuuepa — KonnnHza — ®paHyecKeTT! n cuHapom KabyKu.

CuHgpom KanbmaHa

CBA3b MEX/y BPOMKAEHHbIM WM30JMPOBAHHbIM TUMOro-
HaJOTPOMHbIM TrUMNoroHaguamom u cuHgpomom CHARGE
cTana 0O4eBWOHOM nocne YCTaHOBNEHUS TEHETUYECKON Npu-
poabl nocnegHero B 2004 r. [26]. BbIACHUAOCH, B YaCTHOCTH,
4YTO pas3BuTME 3TUX 3ab0fieBaHUN BbI3BAHO M3MEHEHUSMMU
HYKJ1EOTUAHOW nocnegoBaTtenbHOCTU reHa CHD7, nokanu3o-
BaHHOro Ha 8- xpoMmocome (permoH 8q12.1) n Kogupyoule-
ro 6efoK, OTBeYalLMn 3a OpraHn3aLmo xpomaTnHa. Ecnum
HapylleHUa HYKNeoTMAHON nocnenoBaTe/ibHOCTU MPUBOAAT
K U3MEHEHUI0 aMUHOKMUCIOTHOro cocTaBa GefKa, T.e. Npwu
BO3HWKHOBEHWW MyTaLMK TUMa «MUCCEHC», pPa3BUBAETCH
cuHapom KanbMaHa — KIMHUYECKWMM MOATUN U30/MPOBAH-
HOroO BPOXAEHHOro rMMOroHaAoTPOMNHOro rvnoroHaan3ma,
NPOTEKAOWMUIN C COYETAHMEM TMMOroHagn3Ma M aHo- UM
rmnocmuu [19].

Y naumeHToB ¢ cMHapomMoM KanbmaHa MOoryt otMedaTtbcst
Te e npu3Haku, 4to 1 npu cuHgpome CHARGE, — Tyro-
YXOCTb, HapylleHWe 3PEHNS, MOPOKN Pa3BUTUSA KOHEYHOCTEN
W NOYeK, 0JHAKO COYEeTaHUE MHOMECTBEHHbIX BPOMKAEHHbIX
NOPOKOB Pa3BUTUS CO CTOPOHbI HEPEMNPOAYKTUBHbIX Opra-
HOB Ons geTten ¢ cuHapomom KanbMaHa HexapaKTepHo
[1, 27]. Tpn U3MEHEHUSX HYKIEeOoTUOHOW nocnenoBaTeNb-
HOCTM reHa CHD7 no TUny HOHCEHC-MyTaLUK, YTO NPUBOAUT
K ob6pas3oBaHUio 6osiee KOPOTKOro 6enKka, pa3BuBaeTcs
cuHgpom CHARGE [28]. Y nauMeHToB ¢ AaHHbIM CMHAPOMOM
MOET OTMeYaTbCs MMMNoroHaan3M ¢ aHOCMUEN — B TaKOM
cny4yae cuHapom KanbMaHa CYMTatoT OAHMUM U3 MPOABAEHUN
cuHgpoma CHARGE [1].

M3MeHeHNs HYKNeoTUAHOW nocneaoBaTeslbHOCTM reHa
SEMAS3E, o6HapyXeHHble KaK Yy 60/ibHbIX C CUHAPOMOM
CHARGE, TaK 1 y naumeHToB ¢ cuHapomom KanbmaHa [29],
TaKXe CBWAETENbCTBYIOT O €AUHON FEeHETUYEeCKOW npupoae
3TUX 3a60/IEBAHUN.

CuHgpom Aun Jxxopaxxn

CuHapom [u [Kopoxu npeacraBnsetr cobomn covyetaHme
runonapaTMpeos3a C NMOPOKOM Pa3BUTUS CepAeYHO-COCYan-
CTOM CUCTEMbI U UMMYHOAEPULMTOM CO CHUMKEHHBIM KOMU-
yecTBOM T-TMMPOUMTOB M3-3a MMMNO- UAWM annasuu Tumyca.
O6bI4HO AMArHo3 ycTaHaB/AMBAlOT B paHHEM BO3pacTe Ha
OCHOBaHWW TMMNOKanbLMEMUYECKUX cyaopor. Bcneacteue
TSXKENoro MMMyHogeduLnNTa TakMe AeTU CTpafaloT OT reHe-
panu3oBaHHbIX MHOeKUMK [30], @ N3 NOPOKOB BHYTPEHHUX
opraHoB Yalle Bcero otmedvaetcs TeTpaga Panno [31].
3aboneBaHne accoLMMpPOBaHO C UBMEHEHUAMU HYKNEOTUa-

HOWM NocnefoBaTelbHOCTU B reHe TBX1, y4acTBYIOLEM B CUH-
Te3e daKTopa TpaHcKpunumn T-Box-1 [32].

M3 cxoaHbiX cumntoMoB ¢ cnHapomom CHARGE y geten
C cuHapoMoM [u [XKOpPAKWM MOXKHO BbIOENUTb BPOXKAEH-
Hble MOPOKM cepAua, 3a4epiKKy pocTa, pacliennHy rybbl
M Heba W 3aeprKKy MCUXOMOTOPHOro pasBuTMS. Annasus
Tumyca y aeten ¢ cuHgpomom CHARGE o6HapyxkmnBaeTcs
B 1-2% cnydaeB [17], TaK e KaK U NMMOONEHUs ¢ runo-
Kanbunemunen [30]. B 1998 r. K.D. Blake u coaBT. cuntanu
rMnonfaasvio TMMyca M napalMTOBUAHbIX XKene3 BTOpocTe-
NeHHbIMKU KpuTepusmu cuHgpoma [8]. B AMarHoCTUYEeCKux
Kputepusax cuHapoma CHARGE, npeanoeHHbIX nosaHee
[9, 10], aaHHble COCTOSHWUS HE YTOMUHAOTCA.

Cungpom Tpuyepa — KonnnHza — DpaHYeCKeTTH

CuHapom Tpuyepa — HKonnuH3a — @PpaH4yecKeTTH
(CTK®) — penkoe 3abosieBaHWe C pacnpoCTPaHEHHOCTbIO
1 cnyyan Ha 25-50 TbiC. HOBOPOXAEHHLIX, Hacnegyetcs
ayTOCOMHO-A0OMMHaHTHO. [na CTK® xapaktepeH cneuudu-
YECKUN NuueBon AUCMOPOM3M: OTCYTCTBME YlIEW, FUMno-
nnasus CKyIOBbIX KOCTeW, runonnasus uHdpaopbutasnb-
HOrO Kpasi, MMKPOTUS. M3 NMpu3HaKoB, KOTOpble OMMcaHbl
n npu cuHapome CHARGE, y neteit ¢ CTKD moryt otme-
yaTbCs KoloboMa, rnyxoTa U 6unaTtepasnbHas aTpe3ns XoaH.
B 60nblIMHCTBE C/yd4aeB AuMarHo3 ycTaHaBMBaeTCs cpasy
nocne poXKAeHUs Ha OCHOBaHWK crneLmdUyYecKoro TMLEBOro
amcemopoduama. MHTennekT y 6onbinHeTBa aeten ¢ CTKD
CoXxpaHHbIN. Pa3BuTue 3abosieBaHnsa 06yCNOBEHO NaToreH-
HbIMW BapnaHTamu reHa TCOF1, KOTOPbIN KOAMPYET AAEPHbIN
6enok Treacle. Ana CTK® xapaKTepHbl BbICOKas NeHETPaHT-
HOCTb, TO €CTb CUMNTOMbI 60/1€3HU 6yayT Yy 90% HocuTenewn
NaToreHHOro BapuMaHTa yKal3aHHOro reHa, HO pasfMyHas
3KCMPECCUMBHOCTb, YTO KAMHMYECKW NPOSIBUTCS B CUMMTO-
MaxX pa3/IMYHOM BbIPaAXKEHHOCTM Y NaLMEHTOB W3 OAHOWM
cembm [33]. Y 18% manbyinkoB ¢ CTKP otmevaeTca KpunTop-
Xn3Mm, y 9% — mukponeHuc [34].

CuHgpom Kabykm

Y neten ¢ cuHagpoMom Kabyku B 4yncne COCTOSTHUM, KOTO-
pble onucaHbl npu cuHapome CHARGE, ynoMuHaoTcst NTOPOK#H
pPa3BUTUS YLWHbIX PAKOBMH, 3aAepKKa pocTa U NCMXOMOTOP-
HOrO pPa3BMTUSA, MOPOKKU cepaLa U COCYAOB, TMMNOroHaAM3M
C KpPUNTOPXM3MOM, MOTEPS Chyxa, paclwennHa rybbl U Heba
[35, 36, 37]. Kpome Toro, ans cuHapoma KabyKku, Kak 1 ans
cuHgpoma CHARGE, xapaKTepeH BblpaXeHHbIM MoAnMMOp-
GM3M KIMHUYECKUX MpPOosiBNEHUN. B aTon cBA3KM peluato-
liee 3HavyeHue B anddepeHunanbHON AnarHoCTUKE AaHHbIX
COCTOSIHUI MMEET MONEKYNSPHO-TEHETUYECKOE UCCnefoBa-
HUWe: Npu cuHapoMe Kabyku BbISIBASIOT MUBMEHEHMS HYKNEO-
TUAHOM NocnegoBaTenbHOCTM B reHax KMT2D u KDM6A [35].

3AK/TIOMEHUE

CuHgpom CHARGE — pepaKkoe 3aboneBaHWe, acCoLMK-
pPOBaHHOE C HapyleHWeM HYKIeoTUAHOW nocneaoBaTtesb-
HOCTK reHa CHD7, KoTopoe conpoBOXKaaeTcs o6pa3oBaHu-
€M CTOM-KOJIOHa U MPUBOAUT K MpeKpaLleHUo TpaHCAALUK
6enka. K «6onbwnm» Kputepmsam cnHgpoma CHARGE, kpome
naToreHHOM 3aMeHbl HyKneoTnaoB B reHe CHD7, oTHocAT
aTpesunio UM CTEHO3 XOaH, paclenunHy ryébl u/wan Heba,
KONOGOMY opraHa 3peHusi, aHOMannio CTPOEHUS HapyKHO-
ro, CpeAHero u BHYTPEHHErO yxa, B TOM YWC/ie rMnoniasuto
NMONYKPYXKHbIX KaHanoB. Takue nauueHTbl [JOMKHbl Haxo-
OUTbCS NOA HaGNAEHUEM MEXAUCUMMIMHAPHOM KOMaH-
Obl cneuuanucToB. M3 3HOOKPUHHBIX HapylWeHWn y aeteun
¢ cuHagpomom CHARGE BO3MOMHO pasBuTME MEPBUYHOMO
WM BTOPWUYHOIO rMnoTMpeosa, aeduumTa ropmMoHa pPoCTa,
HaAMNoO4Ye4YHMKOBOW HeaoCTaTOYHOCTU. [MMOroHaAOoTPOMHbLIN
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KnuHunyeckKoe Ha6noaeHue

rMnoroHagnam y mManbynmkoB ¢ cuHgpomom CHARGE moxkeT
ObITb 3aNOA03PEH €elle B HEMTpalbHOM nepuoae — nepuoge
MEeXAay MWHKU-y6epTatomM M nybeptatoM — Ha OCHOBaHWM
KPUNTOPXM3Ma, TMnonaa3mnm MOLIOHKM U HWU3KOrO YPOBHS
WHrM6KMHa B. Tpn OTCYTCTBMWM CaMOCTOATENIbHOM WHULMA-
LMK NONOBOro pa3BUTUS B AEKPETUPOBAHHbIE CPOKMU TaKUM
nauMeHTam nokasaHa Tepanus NON0BbIMM FOPMOHAMKU UK
rOHagoTPONMMHaMM.

WHOOPMUPOBAHHOE COITIACUE

Mony4yeHo NnnucbmMeHHoe MHGOPMUPOBaAHHOE AOGPOBOJIb-
HOe cornacue Ha Ny6MKaLmio KIMHUYECKOro cnyydas u ¢oTo-
rpadun pebeHka OT MaTepu nauueHTa (gaTa NoAnucaHus:
21.07.2024).

INFORMED CONSENT

Patient’s mother has signed written voluntary informed
consent on publication of clinical case and child’s photos
(signed on 21.07.2024).

UCTOYHUK ®PUHAHCUPOBAHUSA

MoneKynsipHo-reHeTMYeckoe MccnefoBaHWe npoBeae-
HO C MUCMONb30BaHWEM AEHEXHbIX CPEACTB, NPeAoCTaB/EH-
HbIX G1aroTBOpUTENbHLIM GOHAOM MOAAEPMKM U PasBUTMS
dunaHTponum «KAD»1,

1 BnarotsopuTtenbHbln GOHA pPasBUTUA  dunaHTponun  «KAD»
24 mapTa 2022 1. BHECEH B PEECTP HEKOMMEPYECKUX OpraHu-
3aUui, BbINONHALWMX GYHKLMN MHOCTPAHHOrO areHTa.
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