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CnHpgpom CHARGE aBnsetca pefknm HacnenCcTBEHHbIM 3a60ieBaHNeM (MO OLEHKaM pPa3HbIX aBTOPOB, YacToTa COCTaBAAET
ot 1:10 000 go 1:15 000 HOBOPOXAEHHbIX), 00YCNIOBNEHHbIM HanMyeM NaToreHHbIX BapnaHToB reHa CHD7. A6bpeBmaTypa
«CHARGE» cknapgblBaeTcA U3 OCHOBHbIX KOMMOHEHTOB crHapoMa: Coloboma (konoboma), Heart disease (mopoku cepgua),
Atresia of the choanae (aTpe3us xoaH), Retarded growth and development (3agep>Ka pocTa 1 passuTua), Genital hypoplasia
(rmnonnasmaA Hapy»kHbIX NOIOBbIX OpraHoB), Ear anomalies (nopoku pa3sutna opraHos cnyxa). CuHagpom JleHua (CJT1) — no-
XOXas Ha OMMCbIBaeMbI CMHAPOM MO pPAAY GeHOTUMMYECKMX NPU3HAKOB pefKasa reHeTuyeckan natonorua (4actoTa BCTpe-
yaemocT B nonynaumu 1:10 000), B ocHOBe KOoTopoWi Hanbonee yacto nexat myTauum reHa NAAT0. KnuHuueckn CJ1 nposs-
naetca MuKkpodTanbmuern/aHodTanbMmen B cCOYETaHUN C MHOXECTBEHHBIMU MYJIbTUCUCTEMHBIMU @aHOMANVAMU Pas3BUTUA.
MpepcTaBnaeM yHKanbHOe KNMHMYECKoe HabnoaeHne coueTaHna caxapHoro anabeta 1 tuna (CA1) n cungpoma CHARGE.
B cTatbe obcyxpatotca npobnembl guddepeHumnanbHon gnarHocTuku cnHgpomos CHARGE v JleHua npu couetaHum ¢ pas-
BUTEM Y pebeHka C[11 c KpaiiHe H13KOM NOTPEOHOCTLIO B UHCYNIMHE U HANTMYMEM TAXKENOW KaxeKCcun Ha poHe HYyTPUTUBHON
He0CTaTOYHOCTU.

KJTKOYEBBIE CJZIOBA: 2uno2oHadomponHsiti 2uno2oHaousm; konoboma; eeH CHD7; ampesus xoaH; aHomanuu pazeumus yxd; CuHopom JleHua;
Mukpogmanomus; 2eH NAAT1Q.

COMBINATION OF TYPE 1 DIABETES MELLITUS WITH CHARGE SYNDROME: THEIR MUTUAL
INFLUENCE, DIAGNOSTIC DIFFICULTIES
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CHARGE syndrome is a rare hereditary disorder (estimated by various authors to have an incidence of 1:10,000 to 1:15,000
newborns) caused by the presence of pathogenic variants of the CHD7 gene. The acronym «CHARGE» stands for coloboma,
heart disease, atresia of the choanae, retarded growth and development, genital hypoplasia, and ear anomalies. Lenz syn-
drome (LS) is a rare genetic disorder (with an incidence of 1:10,000 in the population) most often caused by mutations in
the NAA10 gene, which shares a number of phenotypic features with the syndrome described. LS clinically presents with
microphthalmia/anophthalmia associated with multiple multisystem malformations. We present a unique clinical case of
type 1 diabetes mellitus (T1DM) combined with CHARGE syndrome. This article discusses the challenges of differential diag-
nosis between CHARGE and Lenz syndromes in a child with additional T1DM with extremely low insulin requirements and
severe cachexia associated with nutritional deficiency.

KEYWORDS: hypogonadotropic hypogonadism; coloboma; CHD7 gene; choanal atresia; ear malformations; Lenz syndrome; microphthalmia;
NAAT10 gene.

BBEJEHUE

CornacHo COBpPeMEHHbIM MpPefCTaBIEHMAM, CaxapHbI
anabet (CLl) metckoro 1 NoAgpOCTKOBOro Bo3pacTa OTnYa-
€TCA YHUKaJbHbIM pa3Hoobpasnem. Kpome oCHOBHOro asis
35TON BO3PaCTHOW KaTeropvuyM ayTOMMMYHHOrFO CaxXxapHOro
avabeta 1 tmna (CA1) [1, 2], y nogpocTKoB € BO3pacTato-
Wen pacnpoCcTpaHeHHOCTbo AnarHocTmpyetca CIl 2 Tina
(CO2) [3], kOTOpbIV ewe TpWU AeCATMNETUA Haslag cuuTan-
CA y#enoMm naumeHTOB MOXuUnoro Bo3pacta. Pacnpoctpa-
HEHHOCTb MOHOTreHHbIX ¢popm C[] HEBENMKA N COCTABNSAET,
Mo JaHHbIM Pa3fINYHbIX aBTOPOB, OT 2 A0 5% oT Bcex dopm
CIl peTckoro n NogpPOCTKOBOro Bo3pacTa [4, 5. OgHako ana-
rHOCTUPYEMOe KONMUYecTBO 60JIbHbIX C MOHOTeHHbIMU ¢op-
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mamu C[l yBennumBaeTcs, 0COGEHHO B NOC/IeHee AecaTusie-
TUe, YTO aCCOLMMPOBAHO C COBEPLUEHCTBOBAHMEM METOA0B
MONEeKYNAPHO-reHeTnYeckoro nccnegosanusa (M), nosso-
NALWEro OTKPbIBaTb HOBblE pefKkue MOHOreHHble 3abone-
BaHuA [6]. C gpyron CTOPOHbI, HapacTaLwasa JOCTYNHOCTb
MI'V B peanbHOM KNMHMYECKOW NPAKTUKe paclumMpAeT Hawu
FOPU3OHTbI 411 U3YUYEHMA STUX NHTEPECHENLLMX NaTONIOT .

B cnyuasx, korga C[l couetaetca C MopaxkeHuem Apy-
TMX OPraHOB U CUCTEM, peub MOXET UATU NGO O reHeTu-
YecKOM CUHAPOME, B cOCTaB Kotoporo Bxogut C[, nn6o
O ero C/lyyallHOM COYeTaHWM C SKCTPanaHKpeaTuyecKumm
3aboneBaHunamy. MNpu cnHapomManbHbix dopmax CI Hapy-
LWeHWe YrneBOAHOro obMeHa MPOMCXOAUT 33 CUYET MyTa-
LUWiA TeHOB, KoAMpYyWMX GYHKLMIO OCTPOBKOBBIX KJIETOK
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nubo onpegensWnx 3GpPeKTVBHOCTb AeNCTBUA UHCYINHA
Ha peLenToOpHOM YPOBHE, UTO MPUBOAUT K PA3BUTUIO pas-
Hbix ¢opm C[l: MHCYNUH3AaBUCMMOIO (HO HEVMMYHHOTO)
nmMbO VHCYNMHHE3aBUCMMOrO C PA3HOWM CTEMeHbl WHCY-
NIMHOPE3NCTEHTHOCTU. [lencTBMe reHoB peanunsyeTca ue-
pe3 CuHTe3 GENKOB, UMEILMX HE TONbKO CreLnpuUHbIN,
HO 1 NNIeNOTPONHbIN 3PPEKT Ha pasHble TKaHW. JKCnpeccus
3TVX FeHOB B pAfde APYrUX OPraHOB M CUCTEM B COYETAHUN
C MNenoTPONHbIM 3GPEKTOM M3MEHEHHbIX GENKOB NPUBO-
ONT K Pa3BUTUIO HapylleHus GYHKLMM paga CTPYKTYp, UTo
KNMHMYECKU BblpaxkaeTca B pa3sutum CI ¢ nopaeHuem
apyrux opraHoB. lNpu cnyyanHom couetaHum CJ] € aKCTpa-
naHKpeaTnyeckumm 3ab0neBaHMAMYM B OCHOBE MOpPaXeHus
pasfiMuHbIX OPraHOB JIEXaT Pa3Hble MPUYKHbBI, OLHAKO Npu
3TOM BO3MOXHO B3aVMHOe BnUsHUE ABYX 3aboneBaHwuii
Ha TeUEHME KaXX[Oro U3 HUX, U3MEHAIOLEe KITMHNYECKYIO
KapTVHY 11 3aTPYAHSAIOLLEe KIIMHUYECKYIO ANArHOCTUKY.

Cunpgpom CHARGE («CHARGE-cuHppom») — pepkasn
reHeTnyeckaa natonorus (MO OLEeHKaM pa3HbIX aBTOPOB,
oT 1:10 000 go 1:15 000 HoBOpOXAEHHDBIX) [7, 8]. Mpnun-
Hon cuHpgpoma CHARGE aBnsatotca myTtauum B reHe CHD7
(Chromodomain Helicase DNA-binding protein 7), kotopbiii
IKCNPECCUPYETCS BO MHOTUX TKaHAX [9]. TOT 6enok BxoguT
B cocTaB cemelncTBa OHK-cBA3bIBaoWMX 6€KOB XpOMOI0-
MEHHOW XeJNKa3bl, KOTOpPbIe MPUHMMAIOT YYacTME B OpraHu-
3auUnn CTPYKTYpPbl XpOMaTrHa, perynnpya goctynHocts HK
ans agepHbix pakTopos. Tak, K npumepy, CHD7 urpaeT ponb
B MOCTTPAHCIALMOHHON MOANMKALMM TUCTOHOB, peryns-
UMM KNETOYHOro uukna m anontose, anddepeHUnpoBke
3MOPUOHANbHBIX CTBOJIOBBIX KETOK, obecrneumBaeT npo-
nudepaumio HEMPOHOB OBGOHATENBHBIX YKOBUL, U YLIHbIX
pPaKOBUH, y4yacTBYeT B Pa3BUTUM BHYTpPeHHero yxa [10, 11].
A66pesuatypa «CHARGE» cknagblBaeTcA U3 OCHOBHbIX KOM-
noHeHToB cnHapoma: Coloboma (kono6oma), Heart disease
(nopokmn ceppua), Atresia of the choanae (aTpesns xoaH),
Retarded growth and development (3agep»ka pocTa u pas-
BuTKA), Genital hypoplasia (rvnonnasna HapyHbix noso-
BbIX opraHoB), Ear anomalies (mopokn pa3ButuA opraHoB
cnyxa) [12].

Llenb pa6oTbl — onvcaHne KINHNYECKUX NMPOABIEHWNIA
coveTtaHna CHARGE cuHgpoma n CA41.

OMUCAHUE CNYYAA

MaumeHT A. HabnopaeTcs ¢ 8-NeTHero Bo3pacTa B Teye-
Hue 8 net. 3 aHamHe3a: pebeHOK OT 2-1 6epeMeHHOCTH,
npoTeKasLen C yrpo3on NMpepbiBaHUA Ha BCEM NPOTAXe-
HUW, PpOgWNcA B CpOK € Becom 3400 r, ganHa Tena 52 cm.
B Bo3pacTte 5 gHem nepesefeH B OTAENEHUE HEOHATOJNO-
MU C AUAarHO30M: BANOTEKYLUMA BHYTPUYTPOOHBIN YBEWT,
OS-MrKpodTanbm 2 CT., MUKPOKOPHea, pnbpo3 cTeknosn-
HOro Tena; rMnepTeH3nBHO-TgpouedasnbHbI  CUHAPOM.
C paHHero Bo3pacTa OTMEeYanocb OTCTaBaHWE B MCUXOMO-
TOPHOM pPa3sBUTUK, HapyLlleHWe OCTPOTbl CyXa, 3pPeHus,
ABYCTOPOHHMI KpNTOPXM3M. B Bo3pacTte 1 roga reHeTnkom
KNMHNYecKn npegnosnoxkeH cnHapom JleHua (CJ1). Mpu KoH-
cynbtaumm 8 HMUL rnasHbix 6onesHen M. lenbmrosbua
B 3 rofa AMarHOCTMPOBaHbI KOIOOOMA AMCKA 3PUTENbHOMO
HepBa (OD), MMKpodTanbm, MUKPOKOPHEA, YaCTUUHbIN $u-
6po3 cTeknougHoro Tena (OS). B 7 net anarHocTMpoBaH
CI1 B cocToAHUM KeTo3a. Yepe3 1,5 mecAua passusnca an-
NeHAVLNT, OCNOXHUBLLMNCA NeputoHUTOM. B nocneone-
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pauMoOHHOM Nepuoge B CBA3M C MeTeopusMom, Gonsamu
B XKMBOTE, 3anopamMun pebeHOoK Obin NepeBeaeH Ha NUTaHWe
cmecbio Nutrilon nenTtu racTpo ¢ no6aBneHnemM Kaw 1 MAc-
Horo niope. Takoe HM3KOKANOPUNHOE NMUTaHNE COXPAHANOCh
Ha NpoTAXKeHuM roga ao noctynneHua 8 HMUL sHaokpuHo-
normm um. akagemuka WM. Nleposa. 3a cnepytowme 1,5 roga
pebeHOK He BbIpOC, noxyfen Ha 3 Kr. [NepBaa rocnutanusa-
uma 8 HMALL sHpokpuHonorum nm. akagemmka V.. leposa
B 8-neTHem BO3pacTe B TAXeNOoM coctoaHmn. OTMeyanochb
BblpaeHHoe ucToweHne (SDS Beca -6,913, SDS mHpekca
Maccbl Tena (MMT) -4,863) 1 oTcTaBaHMe B pocTe (SDS pocTta
-3,977), meTeopun3m, pe3Kas c/labocTb. Takke oTMeyasnacb
TSXKENas MblleYHas rMNOTOHUA: PeOEHOK C TPYAOM CUAMUT,
CTOWT C NOAAEPXKKOM, He XoauT. MauneHT Bo30OyXeH, MOCTO-
AHHO FPOMKO MMayeT, MPOCUT eCTb, HeraTMBEH A0 arpeccuu,
He CrnocobeH MmepexeBbiBaTb NULLY, YNOTPebnseT TONbKO
rOMOreHn3npoBaHHble NPOAYKTbI. Peub He pa3suTa. V13 oco-
6eHHOCTen: MUKpodTaNlbMUsi CneBa, AWNCMIas3na NMLEBOIo
yepena, MafieHbKUe, HenpasBribHOWM GOPMbI YLLIHbIE PAKOBU-
Hbl, aHOMaJIbHOE CTPOEHME U pacronoxeHue 3ybos. Co cTo-
POHbI MONIOBOro CTaTyca — MUKPOMEHNC, OTCYTCTBUE ANYEK
B MOLLIOHKE M MaxoBblx KaHanax (puc. 1). Nonyyan nHcynuHo-
Tepanuio (HosoPanug no 0,1 Eg Ha nprem nuLym, CymmapHO
Zo 1 En/cyT.), rmMKMpoBaHHbIN reMoriobuH (HbAK) — 7,3%.
Bbino BbicKasaHO NpeanonoXeHue, YTo HabgaeMble K-
HUYecKme NposABeHNA O6YCNOBMIEHbl TAXECTbIO TeueHus
CL. He ucknoyanocb Tak»ke Hanmume Hem3BeCTHOM CUHAPO-
ManbHo ¢opmbl C1. B TO ke Bpems Npu pacluMpeHnn nu-
TaHWA He HabnJanock ycyrybneHus npobnem co CTOPOHbI
XKT: ncuesnu 6onm B XK1MBOTE 1 METEOPU3M. B TeueHne He-
[enu 3anopbl CMEHUNINCH eXKeAHEBHbIM OOWIbHBIM CTYSOM,
OoTMeueHa nprbaBKa Macchbl TeNla Ha 1 Kr, ncyesna Taxenas
nonudarusa, ymeHbLINNACb arpeccus, ynyywmnnocb HacTpo-
eHne. Habnioganocb 3HauMMoOe yMeHblUEHUE MbILLEYHOM
rMNOTOHUU (pebGeHOK YBEPEHHO CMAUT M CTOUT, Hayas Xo-
AnTb). [lo3a nHcynmnHa 6bina CKOPPEKTUPOBaHa 1 yBenunJe-
Ha fo 7 Ex. Mpwu obcnepoBaHUM OGHapY»KEHHbBINA BbICOKUI
TUTP aHTUTen K Tnpo3snHdocoaTtase (IA-2) >400 Ea/mn npwm
pedepeHcHbIx 3HaueHuAx 0-10 Eg/mn nossonun Bepudu-
umpoBatb gnarHo3 CA1. MNpu MI'M naHenun reHoB «CaxapHbii
AnabeT - TUNEePUHCYIMHK3M» MyTaLuiA, Onpeaensowmx
pa3BuUTME MOHOTeHHbIX popm Cl1, He BbIABIEHO.

MoBTOopHasa rocnutanuM3auua 4depes 2 roga (B 9 net
10 mecaueB). OTMeuanacb npubaska B pocte 13 cm (SDS po-
cTa -3,131), ymeHblueHune geduunTa maccol Tena (SDS UMT
-0,739). PebeHOK [OCTAaTOUYHO yBepeHHO xoauT. Habniopa-
nacb MNOJIOXKWUTENbHAA AUHAMMKa B OTHOLUEHMMW MCMXOpe-
YeBOro pasBUTUA — 00yuyaeTca BO 2-M Kiacce Koppekuu-
OHHOW WKOMbl. ANNETUT CHM3UICA OO YMEPEHHOro, O4HAaKOo
XeBaTesibHaa GyHKLMA He BOCCTaHOBUIIACh. TakMm 06pa3om,
TSXKECTb COCTOSAHMUA pebeHKa Npy NepBUYHON rocnuTanmn3a-
UMy 6bl1a 06yCNoBIIEHa B MEPBYIO OUYepeb BblPaXKeHHbIMU
HapyLeHUAMU B NUTaHUN pebeHKa. [pn BoccTaHOBREHUU
[JOCTaTOYHOrO MUTAHUA MOKa3aTenu rMMKeMUYeckoro npo-
duna oTAMuanncb 3HAYUTENIbHOW BaprABENbHOCTBIO MpK
COXpPaHeHUN OTHOCUTESIbHO HEBBICOKOW NMOTPEOHOCTN B WH-
cynuHe (0,6 Ea/kr maccol Tena), HbAk— 8,4%.

Mpu obcnepoBaHMn CypAOSIOTOM AUArHOCTUPOBAHA
OBYCTOPOHHAA TyroyxocTb Il cteneHn cnesa u IV ctenenu
cnpa.a C NepcrneKkTuBor GUHaypanbHOro CIyXONpoTe3npo-
BaHVA LNPOBBIMU MHOTOKaHaNIbHbIMU C/TyXOBbIMY arnna-
patamu. Mpn MU B reHe CHD7 (NM 017780.4) B BOHOPHOM
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PucyHok 1. BHewHwuin Bug naymeHta ¢ CHARGE-cMHapomMom 1 caxapHbiM auabeTom 1 Tuna B 8-neTtHemM Bo3pacTe.

canTe cnnancuHra 18-ro MHTPOHa BbiAB/IEHA 3aMeHa B reTe-
po3urotTHom coctoAHun €.4353+1G>T (CHARGE cuHgpom).
Beprdurkauus guarHosa mno3Bonuvia PaccMOTPeTb Hapy-
lWeHMe [NOTaHUs Kak nposBfeHue OynbbapHoro/nces-
[0o6ynbbapHOro cMHAPOMa, XapakTepHOro Ans CUHAPOMA
CHARGE.

Cnepyiouan rocnutanm3auus yepes 5 net B Bo3pacTe
14,5 net. CoxpaHATCA Aonyb6epTaTHble HEBBICOKME TeM-
Nbl pocTa: Bbipoc Ha 13 cm (SDS pocTa -3,6) Cc yBenmueHuem
nedunumnTa maccol Tena (SDS UMT -2,71). bonee oueBugHom
CTAHOBUTCA ACMMMETPUA OCAHKM 3a CYET MPaBoOro Hapg-
nieybsa 1 yrna fonaTky, BblPaKeHHbIN KO3 rpyaHOro
otaena, S-o6pasHbiii ckonmos (puc. 2). KocTHbIn Bo3pacT
OTCTaeT OT MAcNopPTHOro Ha 5 neT. [ofoBol CTaTyC He Us-
MeHunca. OTmevaeTca NONoXKMTeNbHasA AVHAMUKA B YM-
CTBEHHOM pPa3BUTMM, MANIbUMK MOCELAeT KOPPEKLMOH-
HYI0 LWKOMY, BNajeeT HaBblkaMy NMUCbMA, YTEHUA; OfHAKO
HabnogaeTca cTepeoTMnra B NOBEAEHUN — MOBTOPEHME
OQHUX 1 Tex Xe ¢dpas, IXxonanum, oTCYTCTBME 3auHTepe-

COBAHHOCTU B KOMMYHUKaLUM CO CBEPCTHMKaMU, nepu-
OAMYEeCKN 311eMeHTbl ayToarpeccumn (KycaeT cebs, koraa
3nutca). CogepxaHue MOSIOBbIX FTOPMOHOB B KPOBUM —
Ha ponyb6epTtatHom yposHe (JII 0,2 Eg/n, OCI 0,7 En/n,
TectocTepoH 0,32 Hmonb/n). Mpn Y3 B MOLWIOHKE ANYKK
He onpeaensATCcs, B MaxXOBbIX KaHanax B NPOeKuuu ry-
60KOro NaxoBOro KoJjibLia OnpeaensaoTcs oBabHble FUMo-
SXOreHHble CTPYKTYpbl, aBacKkynapHole npu UAK (ueTkan
anddepeHUMpoBKa BHYTPEHHEN CTPYKTYpbl He onpepge-
naetca), no 0,05 mn c 06enx CTOPOH.

HbA,_ocTaetca Ha Tom xe yposHe — 8,4%. CoxpaHaeTca
nabunbHoe TeyeHue CL] Ha GOHEe HEMOCTOSHHOIO anneTnTa
1 SMOLIMOHAMNbHbIX PeaAKLNNA.

YunTbiBas Hanmuve TreHeTUYECKN MOATBEPXKAEHHOrO
[MarHo3a, OTCTaBaHMe KOCTHOrO BO3PacTa, COUMAbHYIO
Je3afanTauuio nauvieHTa, B MEPCNneKkTUBE MaHUpyeTcs
npoBefeHNe 3aMeCTUTENbHOM TOPMOHaNbHOW Tepanun
npenapaTamy TECTOCTEPOHA, KOHCYNbTaUWA Xupypra Ans
peLLeHrA BONPOCa O HU3BeAEHUN ANYEK B MOLLOHKY.
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PucyHok 2. BHewHuin Bug naymeHta ¢ CHARGE-cvHgpoMom 1 caxapHbiM fuabeTom 1 Tuna B Bo3pacTe 14,5 net.

OBCYXAEHUE

CunHgpom CHARGE aBnaetca mynbtrcmcteMHbIM 3abone-
BaHMeM, KOTOpOe AMAarHOCTUPYeTCA Ha OCHOBAHUUN YETKUX
Kputepmes [13] (Tabn. 1).

MpumeyaTenbHO, YTO OWH M3 GONbLLMX KPUTEPUEB CUH-
ApoMa (Konoboma) MOXKeT BCTPeUaTbCs Kak Ha OJHOM riasy,
TaK 1 GBUHOKYNAPHO: Yy pebeHkKa ¢ cuHapomom CHARGE, onu-
caHHoro Jlesunawsunu X.I. 1 COaBT., BblABNEHa ABYCTOPOH-
HAA KONobOMa (OUCKa 3pUTENbHOrO HepBa U COCYAMCTON
ob6onoukm) [14].

Hapagy c¢ cuHppomom CHARGE cyulectByeT cxoxas
Mo HeKOTOPbIM GEHOTUNMYECKMM NPU3HAKam peakas (ya-
CTOTa BCTpeyaemocTn B nonynaumm 1:10 000) reHeTrnyecKan
natonorua — CJ1, gna KOTOPOW XapaKTePHO Hanuume of-
HOCTOPOHHE/ABYCTOPOHHEN MUKPOPTaNbMM UM aHod-

Ta6nuua 1. Kputepun CHARGE-cuHgpoma

TaNlbMVM B COYETaHUM C PA3INYHBIMM aHOMANIUSIMU Pa3BU-
TUA KOCTHO-MbILLEYHOW, HEPBHOM Y APYrX CUCTEM OPraHOB
(tabn. 2). Hambonee vacton npuumnHoin CJT cnyxat myTaumm
reHa NAAT10 Ha X-xpomocome, Kogupytouwero N-anbda-
auetunTpaHcoepasy 10, KoTopasa ABnAeTcs CcybbeanHuLen
depmeHTa N-anbda-auetTuntpaHcpepasbl A. IToT pepmMeHT
NPUHMMAET aKTVBHOE y4YacThe B MOCTTPAHCALMOHHON MO-
andrkauum 6enKoB, a UMEHHO B UX N-KOHLEBOM aueTuIun-
poBaHun [15, 16].

llaHHOe HabniopeHWe npefcTaBnAeT MHTEPeC C Kiu-
HUYECKOWN TOUKM 3PEHMA MO HECKOJSIbKMM MpuyrHam. Knu-
Huueckne npossneHna CHARGE-cuHpgpoma — 6nm3Ku
K npossneHusam CJ1: konoboma (gncka 3puTeNbHOro HEPBa,
POroBULbl, LUIMAPHOTO TeNa), MUKPOPTanbMus, MUKPOKOP-
Hea, aHOMaJK HapY>KHOTO U CPEAHETO YXa, YMCTBEHHasA OT-
CTanocTb, 3afiepKa MCUXOMOTOPHOTO Pa3BUTKS, MOBEAEHNE

CHARGE-cnHppom: 2 6onblumx + no60e KoNnyecTBo ManbiX KpUTepueB

+ Konoboma
+ ATpesna xoaH

bonbwne Kputepun + AHOmManumn HapPy>XHOro, cpegHero Win BHyTPEHHErO yxXa, BKJ/1tlo4aA rmnonnasnio NoNyKPY»KHbIX

KaHanoB

« [MaToreHHbIVi BapmaHT reHa CHD7

+ JducdyHKLMA yepenHbIX HePBOB (B T. U. NOTepsA cryxa)
+ Jucdarna/TpynHoCcTn C KOpMIeHnem
+ CTPYKTYpHble aHOManuu rofioBHOro Mo3ra

Marsble Kputepum + 3afepKKa pa3BMTUA/YMCTBEHHAA OTCTANOCTb/ayT3M

« [vnotanamo-runodusapHasa gnucoyHkKumaA
+ AHOManuu NONOBbIX Y BHYTPEHHMX OPraHoB (cepLe, NMLLeBos, NoYKM)
« AHOManum ckeneta/KoOHeUYHOCTeN
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Ta6nuua 2. JuddepeHuymanbHan anarHoCTMKa

Kono6oma (aucka 3putesibHOro Hepea,

CuHapom
CHARGE Cungpom JleHua MayumeHT A.
OpraH 3peHna
+

+ + OD - kKonoboma gucka
porosuubl, LUANAPHOro Tena)
3puUTeNbHOro HepBa
MwukpodTanbmmsa/AHodTanbmus +
MukpokopHea +
bnedaponTos - -
JIOP-opraHbl
+
+

Ype3mepHO 3aKpyUeHHbIN

AHOManuMn ywWwHoOM pakoBUHbI + . ManeHbKune, HenpaBUbHOM
3aBUTOK YLIHOW PaKOBWHbI,
$OpPMbI YLWHbIE PAKOBUHDI
HUN3KO MOCaXeHHble yLn

+

MNaTonoruna cpegHero yxa + Peunpmsupyowme cpegHmne -
OTUTbI
AHOManumn BHyTPeHHero yxa, BKovas + ) )
rMNomnasmnto NONYKPYKHbIX KAHANOB
ATpesnsa xoaH - -
PacuwennHa Heba + -
PoTtoBas nonoctb
loTnueckoe Hebo - + -
AreHe3una BepXHUX naTepasibHbIX pe3uoB - + -
HeperynapHbIn pag HUXKHUX pe3LoB - + -
CKyuyeHHOCTb 3y60B - +
Ouncdarna/TpyaHOCTM C KOpMIIEHNEM + -
HepBHas cuctema
CmellaHHas TYroyxocTb
OncdyHKLMA yepenHbIX HepPBOB + - yroy !
aHocmusA, gucdarmusa
YMCTBEHHasA OTCTanoCcTb + + +
3apeprkka NCUXOMOTOPHOIO Pa3BUTUA + + +
[MNoTOHWS MbILLL, - + +
CynopOoXKHbIi CUHAPOM - + -
ArpeccrmBHOCTb, ayToarpeccus + +
lNoBeneHwme c anemeHTaMu ayTnsmMa + +
+
lMnonna3ma o6oHATENbHbIX

CTpyKTypHble aHOManuK rosloBHOro Mo3ra + -

NyKoBuUU, rmnonnasna

afileHorunodusa
DHAOKPUHHAaA cuctema
+
MmMnotanamo-runodursapHas aucyHKLUs + + [MNnoroHagoTPOMHbIN
rMNoroHagnsm
KocTHO-MmblIlWeYHaa cuctema
+
Ckonno3s/kndo3s + + S-06pasHbIl CKONMO3, rPYAHON
Kndos
AHomanum Kucten/cron + + -
AHOManun rpygHoON KneTkn/Kniouunw, - + -
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lMpodonxeHue mabauyei 2

cc";:;gg CuHnppom JleHua MauyueHT A.
MouenonoBas cuctema
Kpuntopxmsm + T
MukponeHuc + -
AHOManMn noyek + + _

Opyrue BHyTpeHHUE opraHbl

AHOManuu cepaua, nuwesoaa + + -
JNapuHroTtpaxeobpoHxomansaums, ) + )
runonnasna nerkux

MnnopoCTeHO3, MErakosIOH, PeKTasNbHbIN /- + )

nponanc

C 3N1eMeHTaM1 ayTV3Ma, NATONOMMA KOCTHO-MbILLIEYHOW CU-
CTEeMbl Ha Pa3/INYHbIX YPOBHSAX (CKONMO3/Knd0o3, aHoManmu
KUCTEN M CTOM, aHOMAaJIMKN FTPYAHON KJEeTKM), KPUNTOPXM3M,
aHoManum nouek. KnnHmnyeckasa KapTrHa, HabnogaeLlwasncs
Y HalLEero nauueHTa, XapakTepusyeTcs NPYMEPHO PaBHbIM
KOJINYECTBOM CUMMTOMOB, COOTBETCTBYIOLMX KPUTEPUAM
anarHoctikn CJT 1 CHARGE-cnHgpoma. Takum ob6pasom,
KNUHUYecKan BepudrKaumus anarHosa npeacrapnsana onpe-
[eneHHble TPYAHOCTY, B CBA3U C Yem npoBegeHne MM 6bino
0060CHOBAHHO.

Moxoxune peHoTMNUYECKe OCOBEHHOCTY MEIOT U ApY-
rve MOHoreHHble 3a60neBaHUs, Cpean KOTOPbIX KIMHUYECKN
Haubonee 6nm3ok K CHARGE-cnHgpomy cuHgpom Kabykw.
O6a cMHapOMa UMEIT P CXOXKUX MPOABIIEHWIA: aHOMANUK
YLUHbIX PaKOBWH, paclienMHa Heba; Konoboma; pasnuyHble
aHOMaNnunK CKeneTa; MoCTHaTaNlbHas 3aep»KKa PoCTa; Nopo-
KU cepfLia M OpraHOB MOYEMNOIOBOM CUCTEMBI; 3afiePKKa YM-
CTBEHHOTO pa3BuUTKA. Bepndunumnposatb gnarHo3 nossonset
Tonbko MM [17-19].

B3aumHoe BnuaHne CA1 n cungpoma CHARGE y gaHHoro
nauneHTa 3HaUMTENIbHO OCITOXKHAT OCMbICIIEHME MPOUCXO-
aawmx ¢ pebeHkoMm npoueccoB. Bknag aByx 3aboneBaHui
npu UX CITyYaHOM COUYETAHUUN MOXET N3MEHSATb KIMHUYe-
CKYI0 KapTVHY Takum 06pa3om, UTo 3TU NaLMeHTbl He BCeraa
6ynyT MOHATHbI AN1A AUArHOCTUKU. MOXXHO npegnonaratb Ha-
nnyme CyyvamHoro couetaHna cnHapoma ¢ C11, xoTa BbiCKa-
3bIBaeTCA MHeHue, uto npu cnHgpome CHARGE He mcknio-
YaTCA pasfiMyHble ayTOMMMYHHble HapyweHus. OpHako
B [OCTYMHOW HaM NUTEPATYpE Mbl He BCTPETUSIA ONUCAHUA
nopo6HbIx cnyyaes. Bepudukauma gnardosa «CHARGE-cuH-
Opom» ¢ nomollbio MM Heobxoarma ana NpegocTaBeHns
poantenamM naumeHTa nHGopmaunm 060 BCeX BO3MOMKHbIX
KIMHUYECKUX MPOSIB/IEHUSX 3a00/1eBaHNA, a TakXe O €ero
penpoayKTMBHOM noTeHuuane. MNogxon K Tepanuu AaHHON
MaTosIorUu AOMKEH ObITb MyNbTUANCLUMIMHAPHBIM.

Ona cuHppoma CHARGE xapaKkTepHbl npoABieHUsA
arpeccrBHoro nosegeHma [20], UTo MMeNo MecTo 1y Halule-
ro nauuneHTa. B To e Bpems KaxeKcusi He OTHOCUTCS K UmC-
Ny NaTOrHOMOHMWYHbBIX 111 fAaHHOTO 3aboneBaHWA CUMMTO-
MOB. B npeacrtaBneHHOM HamMu HabNOAEHNM BblPaXKEHHbIN
Jeduunt Maccobl Tela U arpeccus, Habnogaswyecs y na-
LUMeHTa NpU NOCTYMNIEHNN, BEPOATHO, HOCUNIN BTOPUYHBIN
xapakTep. [MaBHOM MPUYMHON ABUNACb HenpaBWibHaA
OLleHKA AAHHbIX KIMMHUYECKUX MPOSABIIEHNIA, YTO NMPUBESIO
K gucbanaHcy B paumoHe. MNauneHT 6onee roga nonyuan
cneumnanuanpoBaHHble HU3KOKaNIoOpUuiiHbie nevyebHble aun-
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eTnyeckme CMecu B KayecTBe OCHOBHbIX MPUEMOB MMLLM
NPU MUHUMANIbHOM MOTPEONEeHMM OObIYHBIX MPOAYKTOB
nuTaHus. Takum obpaszom, cPopmMMpPOBaANCA MOPOUHbIN
Kpyr, B KOTOPOM MNEepPBUYHbIE COMATUUYECKME HapyLUeHUA
1 BTOPUYHbIE MCUXOreHHble GaKTOPbl B3aUMHO OTAroLanu
Apyr apyra. HecMoTpsA Ha BOCCTaHOBJIeH/ME afeKBaTHOro
NUTaHUsA, CoXpaHsaLwWwanca aucharus BHOCUT BKNag B Ts-
XKeCTb COCTOSAIHMA MaLMeHTa U coxpaHAawwuica gebuuut
Macchl Tena. [MiweBoe noeeaeHne pebeHka nsbnpartenoHo,
OH [10 CUX MOP BbIHYXAEH yNoTpebnsTb NuLly TONbKO B ro-
MOreHM131MpPOBaHHOM BUe.

Cpean knuHnuyeckmx npossneHnn CHARGE cuHpgpoma
onuvcaHa nocTHaTaNbHaA 3aepXKKa poCTa, NpuUYem OKOo
10% cnyyaeB moryT 6biTb obycnosneHbl CTI-geduuntom,
KOTOpbI/ OTBEYAET Ha Tepanuio PEKOMOVMHAHTHBIM FOPMO-
Hom pocTa (pl'P) [21].

Y Hallero nauueHTa nNpu nNepBom obpalleHnn oTMeYa-
nacb Bblpa)keHHanA 3agepka pocTta (SDS pocTa -3,977), Ko-
TOpas COXpaHWnacb NPuU AMHaMUYECKOM HabniogeHuun pe-
6eHKa nocsie KynvpoBaHWA OCTPOrO COCTOSHUS KaxeKCuu.
YuunTbiBas Hanuume nabunbHoro TedeHus CL11y pebeHka, Ta-
eCTb COCTOAHUA, OOYCIOBNEHHYIO HalIMYMEM COUYETaHHOW
MaToNOrMN PasfiMyHbIX CMCTEM OPraHOB, B OCOBEHHOCTH,
LEHTPasibHOM HEPBHOW CUCTEMbI, MPUBOAALLEN K BblParKeH-
HOM couvanbHOW Ae3aganTtauuu, BONPOC O BO3MOXKHOCTU
Tepanuun plP He nogHUManNcA, HECMOTPA Ha Hanuumne Teo-
peTnyeckon Bo3mMoxHocTu nposegeHma CTI-CTUMynALMOH-
HbIX NPoo.

C Opyron CTOpOHbI, NpeacTaBneHHoe HabnwaeHve pge-
MOHCTPUPYET BO3MOXKHOCTb AOCTUPKEHUA 3HAUYUTEIbHOrO
nporpecca B KOMMEHCALMX MaToONOrMA PasfiMyHbIX Opra-
HOB, UTO ABMAETCA K/IOYEBON 334a4el BeeHUA NaLuneHToB
C MyNIBTUCMCTEMHBIMU FEHETUYECKUMU 3a0051eBaHMAMM.

bnarogapa CKOOpPAWHUPOBAHHbIM [ENCTBUAM Chneuu-
aNMCTOB pa3Horo npoduna HabnogaeTca BblparkeHHas
NonoXuTenbHad AMHAMMKa B COCTOAHMM MaUWEeHTa, 3Ha-
UNTENbHOE M3MEHEHMEe NPOrHO3a He TONIbKO B OTHOLUEHUN
3[0pOBbsA, HO M B COLMaNbHOW ajanTauuy, BHyLLawoLlee
Hagexdy Ha BO3MOMHOCTb €ro CaMOCTOATENIbHOW MWU3HWU
B OygyliemM. DTanbl peabunuTtaumy BKAYanu: buHaypanb-
Hoe cnyxonpoTe3upoBaHue, OS — nHAMBMUAYyanbHOe rnas-
HOe NpoTe3npoBaHKe, NCUXONIOro-Negarornyeckoe conpo-
BOXJeHne. Manbumk nocewaeT KOPPEKLMOHHYIO LLKONY,
006YyuMIICA YUTEHNIO 1 MNCbMY.

B nccnepgosaHmm Hartshorne n coasT. oueHuBanoch Ka-
YeCTBO »KMN3HU 53 NOAPOCTKOB 1 B3POC/bIX (22 U3 KOTOPbIX
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6binn B Bo3pacTte oT 13 go 17 net) ¢ cuHgpomom CHARGE.
MouTn yetBepTb (N=7/31, 23%) 06CNEAOBaAHHBIX B BO3pacTe
18 neT 1 cTapLue Xuam caMoCToATeNbHO, Npuyem 16 yeno-
BeK (30%) npoposmxunm obyueHre Nocie OKOHYaHnA cpea-
Hel LWKOMbl, @ OAMH U3 HUX Ja)e Nonyyumn CTerneHb maru-
cTpa [22].

3AKNIOYEHUE

KauecTtBo »KM3HM naumeHToB C cuHpapomom CHARGE
onpepenaeTca He TONbKO UX AUArHO30M, HO U AOCTYMHO-
CTbl0, KQUECTBOM U CBOEBPEMEHHOCTbIO NPefoCTaBnAeMONn
noafdepKKy, BKIOYaa ee coumanbHble acneKTbl. [JocTmxe-
HMe BbICOKOTO YPOBHA 6Gnaronofiyuns TakMx MaLMEHTOB
HEeBO3MOXHO 6e3 co3gaHuna [JOCTYMHOW 1 HemnpepbiBHOM
CUCTEeMbl MOAAEPKKUN, OPNEHTUPOBAHHOM Ha UX MHOTOYNC-
NeHHble NoTpebHocTW. [lanbHenwas paboTa B 3TOM Harnpas-
NEHMM JOMXKHA CNocobCcTBOBATL He TOMbKO KOMMeHcauum
KIUHUYECKUX MPOABIEHWI, HO U YCNELIHOW UHTErpauum na-
umneHToB ¢ cuHapomom CHARGE B 06LecTBo.

AONOJIHUTENIbHAA UHOOPMALINA

UcTouHuK ¢puHaHcmpoBaHnA. MoneKynapHo-reHeTn4YecKoe nccieno-
BaHWMe BbIMOSIHEHO B paMKax Nporpammbl «Anbda-dHao» 6narotBopuTenb-
Horo ¢poHpa «KynbTypa 61aroTBOpUTENIbHOCTY.

KoHpnuKT nHTepecoB. ABTOpPbI AEKNapUPYIOT OTCYTCTBUE ABHbIX
1 NOTeHLMasbHbIX KOHGIMKTOB MHTEPECOB, CBA3aHHbIX C My6nvKaLumen Ha-
cToALWEN CTaTbM.

YuacTtme aBTOpoB. Kypaesa T.JI. — yyacTuie B opraHusauuv u nnaHu-
pOBaHMN MCCNIeAOBaHMA, aHannM3 maTepuana, HanmcaHve ctatby; YepHy-
xa M.A. — yyacTve B NNaHMPOBaHUN UCCNEeOBaHNA, aHan3e Matepuana,
HanuncaHum ctatbu; EMenbaHoB A.O. — aHanv3 matepuana, BHeceHue cylue-
CTBEHHbIX NPaBOK B TEKCT CTaTbyl, MOArOTOBKa CTaTby K nevaTu.

BnaropapHocTu. ABTOpbI BblpakaloT GnarogapHoOCcTb peLeH3eHTam
3a ry6oKuin aHanu3 AaHHOro matepuana. ABTOpbl yunu 60NbLWNHCTBO 13
nNpeanoKeHNn peLieH3eHTOB.

Cornacve Ha ny6nuKauuio. ABTOpPbl HacTOALWEN CTaTby MOAYUUNN
NMMCbMEHHOE paspelleHne OT 3aKOHHOro MNpeAcTaBUTeNs YNOMSAHYTOro
B CTaTbe NauueHTa Ha MybimKaLuio ero MeULMHCKNX AaHHBIX B XKypHasne
«CaxapHblii gruabeT».
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