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CuHppom JaBappaca y 2-neTHero manbymka

A.M.Ky3enkosa, B.U.lWLenkoscknii, E.M.Benosa, O.U.Macnosa, O.6.Konaakosa,

H.B.)XXypkosa, B.M.CTyaeHNKuH

HayuHbisi ueHTp 3aoposbs aeTest PAMH, Mocksa

B paboTe npeactaBneHo kIWHU4YecKoe HabnogeHue 2-NeTHEro Manbyuka, CTpajaroliero PefAkUM reHeTUHECKMA
3a6onesaHneM — cuHagpomom Iasapaca. O6cyxaaroTcs pacrpoCcTpaHeHHOCTb CUHAPOMA, OTAENbHbIE TeHeTUYeckue |1
KITMHWUHECKUE acnekTbl 60ME3HN, NPOTHO3 AN XU3HW.

Krnrodesbie criosa: cnHapom 3asapaca, Tpucomus 18, et

Edward's syndrome in a two-year-old boy
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The authors report herein a clinical case of a two-year-old boy suffering from a rare genetic disease - Edward's syndrome, dis-
cussing the prevalence of the syndrome, separate genetic and clinical aspects of the disease, as well as prognosis for life.
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c MHOPOM 3gBapaca — pefikoe HacnencTBeHHOe 3a6onesa-
HWe, OBYCNOBIEHHOE HaNMM4YMEM BO BCEX KileTkax opra-
HU3Ma [06aBOYHOW XpoMocoMbl 18, pexe — Mozauumamom. B
UCKITIOUUTENBHBIX Cy4asx BO3MOXHA TPaHCIOKaLUusi 3TON Xpo-
MocoMmbl [1]. Mepeoe onucaHne 6one3nn B 1960 r. 660 caena-
Ho J.Edwards et al., KoTopble Npu reHeTU4ECKOM UCCNesoBaHum
peteHka ¢ MHOXECTBEHHBIMU BPOXAEHHLIMU MOPOKaMK pa3Bu-
TUA BIABUMK [O6ABOHHYK XpOMOCcoMy 18 [2]. DeHOoTUNMHECKME
NPU3HaKKW 3TON XPOMOCOMHON abeppaumn Obinv 06bednHEeHbI
Nnof Ha3BaHWeM «CcuHOPOM JaBapacar.

M3BeCTHO, 4TO PacnpOCTPaHEeHHOCTb ATOr0 CUHAPOMA CocTa-
BnsieT 1 : 2500-6766 HOBOPOXAEHHbLIX, POAUBLLMXCS XUBLIMM,
npuyem cpegu peTeil ¢ cMHOPOMOM 3gBapaca 3HaudUTenbHO
fipeo6nanatwoT geeodkum (4 : 1) [1, 3]

HecmoTpa Ha cpaBHUTENBHYIO ManoOYMCNEHHOCTL Habnge-
HUA OTEYEeCTBEHHbLIMU MUCCrepoBaTensMu elle B komue 1960-x
ropos 6bi1a faHa NnogpobHas KIMHUKO-TeHeTUYHeckas xapakTe-
puctuka 3Toro cuHapoma [4]. Ona Tpucommm 18 xapaktepHel
criepyloiume 4epTbl: HA3Kas Macca Tena npu poXaeHuu, nepe-
KpeLuBaHne yKasaTeflbHoro U TpeTLero, YeTBepTOro W nNAToro
nasnbueB KUCTK (MPpW CXaTbIX Kynakax), y3kue 6egpa ¢ orpaHu-
YeHuem oTBefeHus (B Ta306egpeHHbiX CycTaBax), KopoTkasn rpy-
AvHa, Mukpouedanus, BeiCTynawwmii («HaBUcaroWnit») 3aTbi-
JIOK, MUKpOrHaTtusi, manscopmaumm cepaua v noYek, yMCcTBeH-
Hasi otctanocts {4, 5]. Kpome Toro, TMnu4Hbl USBMEHEHUA opra-

DNsi KOppecnoHREHUUMU:

Kysenkosa JllogMuna MuxaiinosHa, kaHguBaT MegULIMHCKUX HayK,
3amecTuTens rnasHoro Bpada HAW neguartpum

Hay4Horo ueHTpa 3poposbs Aeteirt PAMH

Apapec: 119991, Mocksa, JlToMoHOCOBCKUI NpochekT, 2/62
TenecpoH: (095) 134-0409

CraTea noctynuna 30.01.2003 r., npuHnaTa K neyatn 23.04.2003 r.

HOB 3peHUs: NTO3, KOPOTKUE TNasHble LLENu, 3MUKaHT, runonna-
31A NePUopPBUTanbHbIX CKNagoK, MUKpothTansmMus, NOMyTHeHUE
KOpHEearnbHbIX 060M04EK, aHW30KOPWS, KaTapaKTbl, KONOGOoMb!
rnasHoro gHa v OWCKOB 3pUTESNbHbIX HEPBOB, MMNONUIMEHTALMSA
peTuHanbHon 060n04KK [6].

B cBSI3W C MHOXECTBEHHBLIMM fIOPOKaMK pasBuTus (ONopHO-
OBUratenbHOro annapara, LeHTpasfibHOW HEepBHOW, Cepae4HHo-
COCYOWCTOR, NULLEBAPUTESILHOW, MOYENOSIOBOW CUCTEM M Op.)
NporHo3 3aboneBaHus sABIAETCS HebnaronpuaTHbiM. CuntaeT-
csl, 4To nNuLllb 5-10% 6onbHbIX AoXKBalOT Ao 1 roga n meHee 1%
0o 10 net v ctapuwe [1]. MNo gpyrum ganHbIM, CpEfHAs NPoaos-
XKUTENBHOCTL XM3HW cocTaBnseT y gesodek 10 mecsues, a y
ManeumkoBs — 23 [7]. Mpu4nHoi CMepTU B NEPUOLE HOBOPOXAEH-
HOCTW U B NEPBbIE MECHLIb! XN3HW 0ObIMHO aBNstoTCH: 1) acthuk-
CUsi, CBA3AHHAs C HapyLleHWeM MO3roBOro KPOBOOBpALLeHWS,
2) acrnMpaunoHHas NHEBMOHMUS, 3) KuLLieYHas HEMpOXoAUMOCTb.
HeTtn Bonee ctapiuero sBospacra nornbéaiT NpenMyiLecTBeHHo
OT MHEBMOHUKN HAa (hOHE CepaeyHHO-COCYANCTOM HeOOCTaTO4YHO-
CTW NN UHMDEKLIMIA MOYEBDIX MyTENA.

[penctaBnsemM coO6CTBEHHOE KNMHNYECKOE HAOMOAEHNE CUH-
Apoma Jpgapaca y pebeHka My>XCKoro nona.

BonbHou K., 11 mecsues, Bnepsbie NOCTYNUN B OTAENEHUE
ncuxoxesponorun HAN negunatpuvn HLUI3LO PAMH v3 Brnaanmup-
ckor o6nactm 17 man 2001 roga. Poguteny npegusasnany xa-
nobbl Ha oTcTaBaHue pebeHka B Ncuxopedesom passutmn. U3
aHaMHe3a U3BECTHO, HTO Masib4uK POIWICH Y MONOAbIX POAUTE-
neni: otuy 23 rofa, matepu 28 net. ComatnHecknii aHamHes ma-
TEpPU OTAroweH (BEreTaTMBHO-COCYANCTasA OMCTOHNUA NO Ir'NNoTo-
HUYECKOMY TUMY, CUHYCOBasn apuTMMA U YKOPOYEHUE uHTepBasa
PQ Ha 3K, xporuueckas noyeyHas HegocTaTtoyHocTs). [lanHasn
6epeMeHHOCTb BTOPas, NpoTeKaBLLas ¢ TOKCUKO30M MepBOM Mo-
NOBWHbLI N XPOHWHECKOW heTo-MnaueHTapHo HegoCTaTo4HO-
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CTbl0. Ha 38-11 Hepene 6epemMeHHOCTU XeHLUMHa nepeHecna
rpunn. Poael nepeble, B CPOK, ONepatuBHble (KkecapeBo cede-
Hue). Macca pebeHka npw poxpeHun 2560 r, onvHa 53 c™m (BHY-
TpuyTpobHas runotpodms Il ctenenmn). OueHka no wkane Anrap
2/5/8 6annoe Ha 1-i4, 5-i, 10- MUHYTax nocne poXOeHWs.
B paHHem HeoHaTanbHOM nepwope 6bino 3ancfo3peHo npeHa-
TanoHoe nopaxenue LIHC. BbifiBNeHbl MHOXECTBEHHbIE CTUMMbI
An3ambpuoreHesa. Ha TpeTbu CYTKM XU3HWU C OMArHO30M Mepu-
HaTanbHoOe MOPaXeHNe HEPBHOW CUCTEMbE, MMEPTEH3NOHHO-
rugpouedanbHbIi  CUHOPOM, MOPMOMYHKUMOHANBHAA He3pe-
NOCTb, 6POHXOMHEBMOHMS, bIXxaTeNlbHasi HefocTaTo4HOCTb ([H)
| cTeneHn manb4nk nepeesedeH M3 pogaoMa B Cneumannavpo-
BaHHOe OTAeneHve Ons HEOOHOLLEHHbIX, rOe Haxoguncs o no-
nyTOpamecs4Horo Bodpacta. B Bo3pacTe 3 mecsueB 6bi rocnu-
Tanu3vpoBaH B AETCKOe OoTAeneHve 06nacTHOW KIMHUYECKOW
60nbHULbI . Bnagumupa ¢ gMarHo3oM OCTpbli 06CTPYKTUBHBIN
6POHXUT, 3aTsxHoe TedeHue [H | ctenenn. ConyTcTBOBanu: Bu-
TaMuH D-peduvunTHbIA paxvT, NOQOCTPOE TeYEHUE, HaqanbHbIA
nepuof, rurnoxpomHas aHemusi | ctenenu, ambpuonaTusa, 3nu-
CUHAPOM (AMarHo3 nop BONPOCOM).

C 19.01.01 no 09.02.01 r. Manb4KK HaxoOWUNCs Ha Ne4veHun B
OTAENEeHMN NaToNOrMn HEQOHOLLEHHbIX B MECTHOW AETCKON 60Mb-
HWUE C ANarHo3oM: octpbiv 6poHxuT, AH | cTenenn. Kpome Toro,
OTMEeYeHbl: MocTHaTalbHasa rmnoTpodus |l cTenenn (cmeLanHoro
reHesa), nepwog crabunusauum; opraHuyeckoe nopaxenve LIHC
(3apepxKa NCUXOMOTOPHOrO PasBUTUS, CUHAPOM ABUraTenbHbIX
HapyLLleHui); nynoydHas rpbixa. C nepBoro Mecaua Xu3Hu poau-
Tenu oTMeYanu oTCyTCTBUE y pebeHka camoCTOATENBHOMO CTyna
(medhexkaunm yoaBanoch OBUTLCS TOMBLKO MOCHEe KNU3Mbl).

Mpw NpoBeaeHHON amBynaTopHO MarHUTHO-PE3OHAHCHOW TO-
Morpacoun (MPT) oT 01.03.01 r. o6Hapy>XeHO: BapyuaHT BPOX-
AeHHOM ManbopMaumm moara tuna 6onesxmn Jenpn—Yokepa.

15.03.01 r. npokoHcynsTupoBaH B HWWN Henpoxmpyprum
um. H.H.ByppeHko. 3akniodeHuve: paclumpeHHas 3aTbliioyHas
uMCTepHa Ha (hoHe cybaTpoum BCero ronosHoOro Moara. Kpome
TOro, UMEITCH MHOXECTBEHHbIE NMOPOKWU pasBuTkg. B 3Tux ycno-
BUAX HET NOKA3aHUA K HEVPOXMPYPIrMYECKOMY NTEYEHMIO.

Mpwn nocTtynneHun B otaeneHune ncuxoHesponornm HANM ne-
AvnaTtpum Hay4Horo ueHTpa 3poposbsa feten PAMH B comatu-
4YeCKOM cTaTyce pebBeHka OTMeYeHbl: h3n4eckoe pasBuTne
HWXe cpegHero, gMcrapmMoHM4Hoe — macca tena 6600 r, onu-
Ha — 72 CM, OKPYXHOCTb ronoBbl 42,5 CM; KOXHblI@ MOKPOBbI
6nepHble ¢ MHOXECTBEHHBIMU FEMaHrMOMaMU U BbIPaXKEHHOW
MPaMOPHOCTBIO; HOCOBOE AbIXaHue 3aTtpyaHeHo. BoiasneHsl
TakXe MHOXECTBEHHbIE CTUIMbl AU33MBpUoreHesa: Wwupokas
nepeHocuLa; aHoManuu pa3BUTUSA HAPYXXHOrO yxa (yLUHbIe pa-
KOBMHbI HU3KO PacnosioXeHbl, AUCnnacTu4Hble, 0ecopMupo-
BaHHble; OTCYTCTBYET MOYKa yxa, Hedopa3BWTbl 3aBUTOK M
NpOTMBO3aBUTOK), MUKPOrHaTUS; PEOKUIA POCT BOMOC U aHo-
MarbHbIA — PECHUL,; KOPOTKaa LUEA; KOPOTKAA HWXHAS y3aey-
Ka f3blKa; MPOAAKTUNUA Ha pyKax; rpy6ble HapyLLeHua gepma-
TOrNUMUKK; cuHAakTUNMA 2—-3-ro nansues cton. Mpu ayckynb-
Tauuu: TOHbI cepaua yOOBMETBOPUTENLHOW 3BYYHOCTU, PUT-
MUYHbIE, aKUEHT W paculenneHme 2-ro ToHa Haj Nero4yHown ap-
Tepueil, UHTEHCUBHbIA CUCTONUYECKUN LIyM B 5-1 Toqke. B
Nerknx ApixaHue nyapunbHoe, NPOBOAMTCA BO BCE OTAESbl,
XpUNoB HeT, OofpllKa OTCyTCTBYyeT. XKMBOT yMEPEHHO B3OyT,
nynoyHas rpeika. MeyeHb BbICTYNAET M3-NOA Kpas pebepHon
Ayrn Ha 1 ¢cMm (N0 cpefHe-KKYUYHON NIUHUMKM), 3NAaCTUYHOMN

KOHCUCTEHL MU, CeneseHka y kpas pebepHoin fyru. HapyxHbie
NoNoBLIE OpraHbl CHOPMUPOBEHDBI NPaBUILHO, MOYeunCrycKa-
Hue cBoboaHoe. CTyn — €O CKMOHHOCTLIO K 3anopam.

Jla6opaTopHbie MCCnefloBaHUA

O61Lmi aHann3 kpoBw oT 22.05.01: remorno6uH 129 r/n; apu-
TpoumnTbl 4,56  10'%; nerkoumTbl 15,5 10°% cermeHTOsiAepHbIE
13%; numdoumnTbl 78%; MOHOUMTBI 5%; 303UHOMDUILI 4%; TPOM-
6ounTbl 246  10° CO3 5 mm/vac.

Buoxmmmndeckmini aHanms kposu oT 25.05.01: 6unupybuH: 06-
Wi — 7,3 MkMone/n, npsimon — 0,6 mkmone/n, AT — 20 E[,
ACT - 40 EQO, xonectepuH — 3,53 mmonb/n, rnwokosa —
4,75 mmonb/n, Na — 137,9 mmonb/n, Ca — 2,36 mmone/n, K —
3,87 mmonb/n, P — 1,94 mmons/n.

NccnenoBaHue MMMYHOINOBYIMHOB B CbIBOPOTKE KPOBW
(06.06.01): IgG — 1476 Mr%, IgA — 260 Mr%, IgM — 105 Mr%.

Peakuwms Ha C-peakTuBHbIM 6enok oT 6.06.01 — oTp.

O6Lumi aHanma moum ot 18.05.01 r. — 6e3 naTonormu.

MNcuxoHeBpONOrM4yeckun  cratyc: 6GOnbLUOA  POAHWMHYOK
2,5 2,5 cMm, He BbIbyxaeT. SMouMoHanbHasa ciepa pesko obef-
HeHa. JlMuo runoMmMMn4{Ho. Mpu TAKTUABHOM U 3pUTENBHOM KOH-
TakTe C MaTepblo pebeHOK YCNOKanBaeTCsl; KOHTaKT C OKpyXato-
MMM NOCTOPOHHUMM Nnuamn cbopmasbHbld. Vrpyuiku cam He
3axBaTbiBaeT, MpU BKNaabiBaHUW B PyKYy — YAEPXUBAET HeOonro.
MoxeT norpeMeTb NOrPeMYLLIKON, HO K 3BYKY HE NPUCTTyLLUMBAaET-
CA, 32 WCTOYHWKOM 3ByKa He cneput. Bugut. NogBMXHOCTbL
rnasHbix s16N0K B NonHOM o6beme. HenocTosaHHOEe cxofsLeecs
Kocornasve. AkkoMopjauua He HapylleHa. 3padky OKpyrion
dopmbl (D = S), peakumst Ha CBET NpaMas, Coapy>XeCcTBeHHas!,
xuBas. Huctarma Het. [ABWXEHWS HUKHEA YentoCTU B MOMHOM
obbeme. HebHbIA U rMOTOUHBIA pecnekchbl CHKEHb!, 4eBuauna
A3bl4ka Bnpaso. Mepuoguyeckn nonepxvsaetcs. [ONOC 3BOH-
KWW; n3peaka nanaet MOHOTOHHbIE, HEMOZY/IMPOBAaHHbIE 3BYKM.
F13bIK pacnonoXeH No cpefHen NMHUK. YMepeHHas rmnoTpodms
W BbIpaXeHHasd rmnoToHuss Bcex rpynn mbiwy (D = S). Cuna
MbILLIL, B BEPXHMX W HUXHUX koHeYHocTsX (D = §) cooTBeTCcTBY-
eT 2-3 6annam. FonoBy He yaepXuBaeT, He CUONT, NbITAETCA ne-
peBopayMBaTbCs CO CMWHBI Ha 60K. MMNepkMHEe30B, Cyaopor Npu
OCMOTpe He OTMe4eHO. CyxoxWnbHble pedrekchbl (Ha pykax u
Horax) OXXMBNeHbl, pedhniekcoreHHble 30HbI paclumpeHbl. YyBCT-
BUTENLHOCTL (6oneBas U NOBEPXHOCTHAA) HE HapyLLeHbl. Taso-
Bble (OYHKUMU: YCIIOBHO-pechnekTopHas AeATeNbHOCTL He cdop-
MUpOBaHa, 6e3yCcnoBHasi He HapyLUEHa.

PesynbraTbl HerpocoHorpadum (HCIM) ot 28.01.01 r.: napen-
XMMa MO3ra He n3aMeHeHa, 60KOBbIE XeNy[04KM — B 06/1aCTV Ten
7 MM, TPETUM Xenyaoyek — 5 MM, YETBEPTLIA Xe/lydo4HeK — He
pacwmpeH. OTMeYaeTCs BbICOKOE paCMONOXeHNe MO3XeqKa.
Henb3a UCKMoYMTb Hanuyue KUCTbl B 3a4HEN YepenHon sMKe.

PesynsTaThl aneKkTpo3sHuedanorpadn4eckoro nccneaoBaHus
(93 o1 24.05.2001 r.: ymepeHHble Anddy3Hble U3MEHeHUs
6UMO3NEKTPUHECKON aKTUBHOCTU MOJIOBHOrO Mo3ara. HapylleHve
hOPMUPOBaHNA HEVPOINEKTPOreHe3a, MeXnosyLuapHas acuM-
MeTpust o amnnuTyge (S > D). Henb3s UckniounTe hotonapo-
KCU3MasbHy peakumio. NpucyTCTBYIOT NPU3HAKKM BUCHYHKUMU
NOAKOPKOBbLIX CTPYKTYP.

Koncynetauns otransmonora ot 19.06.2001 r.: auckn 3pu-
TENbHbIX HEPBOB 6NESHO-PO30Bble, HECKONbKO MOHOTOHHbIE.
BeHbl TONHOKPOBHEI, PE3KOro paclumperuns HeT. Heb6onbllon ap-
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TepuanbHbIA CMa3M, Makyna u nepudepuyeckue otaensl 6es
O0COBEHHOCTEN.

KoHcynbTaums cypponora ot 22.06.01 r.: aHoManusa paseu-
TUA Hapy>HOro U CPedHero yxa, ABYXCTOPOHHAS TYroyxoCTb
4-1 cTeneHu.

KoHcynbTauus noronega-gedexronora ot 20.06.2001 r.: B
NMPUCYTCTBUU MaTepu YCNOKamBaeTCs He TOMbKO NPU TakTWb-
HOM, HO 1 MpW 3pUTESIbHOM KOHTaKTe. 3anac CBefeHUA OTCYTCT-
gyeT. Jaxe nobumyio UrpyLLIKy cam He 3axBaTtbiBaeT, YAepXuBa-
€T HEe[onro, MOXeT MOrpeMeTh €10, HO K 3BYKY He rnpucnyLimsa-
eTcsl. 3a UCTOHHUKOM 3BYKa He cneaut. Cam u3gaet OTAeNbHble
3BYKM; CO CNIOB MaTepu, NoBTOPAS MX 3a OTUOM (MmuTUpyeT). 3a-
KIo4eHne: rpyboe OTCTaBaHWe B MCMXOPEHEBOM PasBUTUM.

Oxo-kapauorpadudeckoe (3XO-KI) wuccneposaHue oOT
28.05.01 r.: nonoctT1 cepaua He pacluMpeHbl, CTEHKWU He yToJl-
wieHbl. CokpaTMMOCTb MUOKapAa B HopmMe. [lBycTBopHaThIi aop-
TaneHel knanaH. dusmonorudeckas perypruraums Ha nerosd-
HOM apTepun. OTKpbITOE OBanbHoe oTBepcTve (1-2 MM).
®danblLUXopAbl B NOMOCTU NIEBOMO XENyAo4Ka.

PesynstaTht anekTpokapguorpadmyeckoro (OKI) mnccneno-
BaHWUs oT 21.05.01 r.: BepTMKaNbHOE MONOXEHWE 3NEKTPUHECKON
ocu cepaua. Murpaums BoaMTENss puT™Ma M3 CMHYCOBOIO y3na B
MUOKapa npaBoro npeacepamsi, CKNOHHOCTb K Opaaukapauu,
ymepeHHas aputMus. [pu3Hakm HenonHon 6nokagbi npaBow
HOXKW ny4ka Mca. Henb3s UCKNOUNTL Neperpysky mMuokapaa
060UX XENY[OUKOB, MTMNEPTPONIO MEXKENYAOYKOBOW Nepero-
POAKW; HapyLleHWe npouecca penonspusaumMm B Muokapge Xe-
NYAOHKOB (MCKIMIOYNTE 3NEKTPONUTHBLIE HAPYLLIEHUS).

KoHcynbTaums kapgauonora ot 19.06.01 r.: oTkpbIToe oBanb-
Hoe OTBepcTMe, BUKYCMUAAsnbHLIA aopTanbHbii knanad, HK
0 cTenenw.

PeHTreHonorm4eckoe nccnefosaHve opraHoB FPYAHON KNeT-
Kn 0T 29.05.01 r.; BblpaxxeHHas nepmnbpoHxuansHas NHUNsTpa-
umnst 6poHXOB NeBoro nerkoro. CMelleHne ceppua Bnpaeo.

KoHcynesTaums nynsMoHonora ot 05.06.01 r.: y pe6eHka nme-
10T MecTo npoasneHuss OPBW, TpaxeobpoHxuTa. BpoHxuT, BUau-
MO, XPOHMHECKUIA, CBA3AHHbIA C MMKpoacnvpauven nuwm. Knu-
HUYECKUX U PEHTTEHOSOMMYECKUX AAHHBIX O MYKOBUCLIMO03E NN
BPOX/OEHHOM MOpOoKe pasBUTUA NErkMx B HACTOsILLee BpeMs HeT.

YnbTpassykoBoe uccnegosaHue (Y3WM) opraHoB 6prOLLHOA Mo-
noct u novek ot 28.05.01 r.. XenM4Hbld Ny3bipb YBEIWYEH
(39 14 mm), neperub B Tene, NpocBeT cBo6oAeH. MoKenynoy-
Hasixenesza: 7 13 15 mm, napeHxuma ogHopoaHa. MNeyeHsb: ne-
Bas Jons — 28 mm, npaeas gons — 54 MM (yBenuyeHa), napeHxm-
ma ofHopogHa. Cenesenka: 59 26 MM, napeHxuma OOHOPOAHA,
cenieseHo4Has BeHa He pacwmpeHa. Npsmas Kuka paclimpeHa,
CTeHKM 6e3 ocobeHHocTen. Moukn: nesad 54 20 mm, npaeas
52 19 mm, napeHxuma 0bbI4Has, CMeLLaeMOCTb — HopMasbHasi.

[pu KapnoTunMpoBaHnn 0BHapyXeHo 47 XpoMOCOM, TPUCO-
MKA Mo 18- XxpoMocome, YTO NO3BONAET NOATBEPAUTL ANarHos
cMHApoma 3hBapca.

B peaynetate nposefdeHHOro ob6cnedoBaHWsl yCTAHOBIEH
KITMHMYECKMI QuarHo3 — cuHapoma 9aapaca. Pe6eHok Hanpas-
NeH Ha KOHCYNbLTALMI0 K FTeHETUKY.

KoHcynbrauma reHetnka ot 23.05.01 r.. yuutbiBas AaHHble
KITMHWYECKON KapTuHbl (OCOBEHHOCTW dheHOoTMNa, 3afepXka
NMCUXOMOTOPHOIO Pas3BUTUS, BPOXAEHHbIE NOPOKWU LIEHTPaNbHOM
HEPBHOMN CUCTEMbI), PEKOMEHOOBAHO UcClefoBaHNe KapmuoTuna
LN UCKIIOYEHUS XPOMOCOMHOM NaToNorum.

Bo Bpems npebbiBaHus B cTauMoHape y manbyuvka yxyaLiu-
NOCb COCTOSIHUE B CBSA3W ¢ NpUCOefMHeHuem OCTpon pecnupa-
TOPHON MHekunn. OH 6bin NnepeseneH B OTAeNeHMe peaHnva-
uuK, roe Haxoauncs B Tedenue 7 gHel. ocne kypca nedenus,
BK/lO4aBLUEro: poueduH (UedTpUakCoH) BHYTPUMBILIEYHO,
aMOKCUKNaB (aMOKCULMITIIVH + KNaBynaHoBas KuUcnota) oparsib-
HO, 3yUIIIUH, KABUHTOH (BMHMoueTuH) 0,005 no '/, a6 3 pasa
B CyTKW, 3nbkap (L-kapHuTuH) 30%-i pacteop no /> “YaiHon
noxku — 30 gHen, korutym no 2,5 mn 2 pasa B AeHb B TeHeHune
2-x Hepenb, atodanak (naktynosza) no 3 ma x 1 pa3 B AeHb —
30 aHei, cocTosiHWe pebeHKa cTabuManpoBanoch 1 OH 6bifl Bbl-
nucaH BoMoi ANA NPOSOIKEHUS NNeHeHWst 1Mo MECTY XUTeNbLCTBA.

MoBTOPHO MOCTYNWA B OTAENEHUE NCUXOHEBPONOrUM B OKTHAB-
pe 2002 rofa B BO3pacTe 2-x neT u 1 Mecsiya B CBA3U C Nosisre-
HMEM TOHMKO-KNOHUYECKUX cydopor. Ha MOMeHT nocTynneHus:
COCTOAIHNE TSXXENI0e NO OCHOBHOMY 3abosesatunio. CoxpaHsieTtcs
NOHWXEHHOE OUCrapMOHUYHOE h3nHecKoe passuTve (Macca
Tena — 8000 r, AnMHa — 75 CM, OKPYXXHOCTb rofloBbl — 44,5 cM).
KoxHble MOKpoBbl 611edHble, BbipaxeHa Ux MpaMopHOCTb. Hoco-
BOE AibixaHue 3aTpyaHeHo. MHOXEeCTBEHHbIE CTUMMbI AN33MOPU-
oreHesa. HapylueHuWe ocaHku, BOpoHKooOpasHas aedopmaums
rPYLHOW KNETKW, rMnepMobunbHOCTE CycTasoB. ObixaHnne nys-
PUNbHOE, MHOXECTBEHHbIE NPOBOAHbIE XPUMbI HAL, BCEM MOBEPX-
HOCTbIO flerkux, 6onblle chnpaBa. TOHbl cepaua pUTMUYHbIE,
3BY4HbIE, CUCTONUHECKUIA LLYM HA Bepxyllke. HacTtoTa cepaey-
HbIX COKpalueHnit: 88 B 1 MuHyTy. XKMBOT MATKMIA, MynoyHas
rpeixa. MNedeHb y kpas pebepHon ayru, cene3eHka He yBenunqe-
Ha. CamocTonTenbHbIA CTYN OTCYTCTBYET.

O6wmin aHanuz kpoeu oT 11.10.02 r.: remornodux 118 r/n;
apuTpoumnTbl 4,16 10'; nekounTel 14,0 10% CO3 11 mm/yac.

PeHTreHonornyeckoe UccneaosaHne opraHos rpyaHon knet-
kv oT 08.10.02 r.: nero4Hble nons npo3spavHbl. O4aroBbIxX U UH-
OMNLTPaTUBHLIX M3MeHeHuit HeT. [uadparma pacnosioxeHa
06bI4HO, KOHTYpPbI ee YeTkre. Cepaue 6e3 0CO6eHHOCTEN.

KoHcynbTaums nHdekymoructa ot 10.10.02 r.. OPBW. Oct-
pblA ABYXCTOPOHHUWI KaTapasbHblii CPEAHWUI OTUT.

MNCUXOHEBPOOTMHECKUIA CTaTyC: JIMUO TMMIOMUMWUYHO, CUM-
MEeTPUYHO. OMOoUMOHanbHas cdepa pe3ko obefHeHa, nabuneHa,
uapegka ynoibaetcs MaTepu, B OKpy>KaloLiem He opueHTUpyeT-
cq. Ha 3ByK He pearuvpyeT, Ha CO6CTBEHHOE UMSA He OTKITMKaeT-
CA, NPOCTbIE UHCTPYKUMK He BbiNoNHAET. MHBepCus cHa, Mnoxo
3acbinaeT. 3a urpyLukamu cnegut, HO pyKamu UX He 3axBaTbiBa-
eT. BHMMaHWe npuBnekaeTca Ha HEMNPOOOIMXWUTENBHOE BpeMs.
3KcnpeccuBHas pedb: NMPOW3HOCUT OTAESNbHble 3BYKWU. Bugwr,
MOABUXXHOCTL NasHbiX A6/10K B NOMHOM ob6bemMe. HenoctosH-
HbIA CXOOAWLMIACA cTpabnam, rmasaHble wenm S = D. KoHbloHKTH-
BanbHbIA N KOpHearbHbI pednekcbl B HopMme. [BuXeHUs H1X-
Hel 4entocTn B NOHOM o6bemMe. HebHbIN, rMOTOMHbLIN pednek-
Cbi CHUXeHbl. [eBnauns HebHOro a3bi4Ka BnpaBo, nepuogu4de-
cku nonepxueaetcs. Canveauus noBblLieHa. [0NoBy yaepxuBa-
eT. Peako BripaxeHa runotpotma v auddysHas rmMnoToHus
(D = S) Bcex rpynn MbiwL,. MMNepMobUIbHOCTL U PeKypBaLms
KONEHHbIX U NTOKTEBbIX CYCTaBOB.

TOHMKO-KITIOHMHECKME NPUCTYNLI C aABepcreit rasHbiX a610K
BBEPX;, BO3HWKIM MOCME NPOBEdEHUA Kypca CTUMYSUPYIOLLEn
Tepanuu. MocnegHuni npucTyn 6bin B MioHe 2002 r. Cyxoxunb-
Hble pedbriekCbl — BbICOKME € pyK W Hor (D = S), 6proLLHbIe He 13-
MeHeHbl. TazoBble hyHKLMKW (LeHTpanbHble) He CPOPMMPOBaHBI,
He 3aKpensieHbl.



CuHppom 3aBappaca y Z-neTHero manbumka

OnekTpoaHuedanorpaduyeckoe (I3 uccnegosaHue oT
08.10.02 r.: rpybble guddysHbie U3MEHEHUS OGUO3NeKTpUYe-
CKOW aKTUBHOCTM MO3ra, CUHXPOHM3AUMUSA KOPKOBOW PUTMWKM.
HecTollikas acummeTpust 6MONOTEHUMANOB B LEHTParbHbIX, BU-
COYHbIX, NTOBHBLIX oTAEnax ¢ npeobnagaHueM U3MEHEHWI crnpa-
Ba. B 3Tux oTgenax perucTpupyloTca eAuHWYHbIE 3NUenTU-
dOopMHble KoMmMnekcbl. MpuU3HaKKM OUCHYHKUUU CpeaMHHbIX
CTPYKTYp. doTonapokcuaMasnbHas peakuus. [10 cpaBHeEHWIO C
33l or 2001 r. — oTpULATENbHAA OMHAMMUKA.

Y3W opraHos xuBoTa u nodek ot 11.10.02 r.: xen4HbIA ny-
3bipb 34 10 MM (Hopma). MopxkenyaoyHas xenesza8 6 9 mm,
napeHxuma — Hopma. lMedeHs: 46 72 mm (Hopma). CeneseHka
gonb4aTas. oykm — HopMma.

Oxo-kapauorpacuyeckoe uccnegosaHve oT 14.10.02 r.:
dhanbuxopasl B MOIOCTU NEBOro Xenyaoyka. bukycnmaansHeiv
KnanaH aopTbl.

C 08.10.02 r. y pebeHka oTMeYanock yxyaLWeHne CoCTORHWA,
pacueHeHHOe Kak ocTpas Haano4YeyHUKoBas HedoCTaTOYHOCTb
Ha (PoHe NPUCOEANHEHUSA OCTPOW PECNUPaTOPHOW BUPYCHOW WH-
hekumn. CocTosHUe ynyyLIUNOCk NOCNE OAHOKPATHOrO BHYTPH-
MbILLIEYHOrO BBELEHUS eKcameTa3oHa B Jo3e 16 Mmr; a Takxe
nposefieHnsa Kypca aHTubakTepuanbHOW Tepanuu uedamesu-
HOM (uedasonuH) no 100 Mr BHYTPMMbILLEYHO 2 pa3a B AeHb
B Te4eHune 5 gHeln. Pe6eHOK NOCTOAHHO Nony4an sansnpoaT Ha-
Tpus (genakuH B chopme cupona) no 1,5 Mn x 2 pasa B fdeHb
(B cyTkn 150 wmr). Cygopor 3a Bpems NpebbiBaHuA B cTalMoHa-
pe He 6b110. Mank4yuk BbiNUCaH AOMOW B YOOBETBOPUTENIbLHOM
COCTOSAHUM.

K KoHUy 2002 r. (2 roga 3 mecsua) Habao[gancs oduH 3mu-
NenTUYecKUin NpUCTyn B BMOE TOHWUYECKOrO BbIrMBaHUS KOHEeY-
HOCTEV C KMOHWYECKNUM KOMMOHEHTOM W afBepCcuent rasHbix s6-
NOK BBepX. PebGeHok npogo/mkaeT nofy4Yarb BasbnpoaTt HaTpus
W cuMMTOMaTU4eckoe nedeHuve. lNMocne nNpoBedeHUa Kypca ne-
YeBHOro Maccaxa oTMe4aeTCs NoNOXMTENbHAA AUHAMUKA B MO-
TOPHOM pas3BUTUM: YNYYLLWIICA MbILEYHbIW TOHYC, rOSI0BYy dep-
XWUT BOree yBepeHHO, NbITaeTcs caguTbes. HecMoTpsa Ha OTHO-
CUTEeNbHO cTabunbHoe COCTOSHUE, MPOrHO3 AR XU3HWU OCTaeTCcA
He6naronpusaTHbIM.
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HAYYHAAR XH3Hb

Xl KOHrpecc oeTckux racTpoaHTeponoros Poccuu
«AKTyanbHble BONPOCbl abaoMUHaNbHON NaTonorum

y aeten»
Mocksa, 17-19 mapTta 2004 roga

OpraHxunaaropsbi:

MurHucTepcTBo 3apasooxpaHeHns Poccurickon Peaepatimy; POCCUACKUA MOCYAADCT BEHHBIA MEANLIMHCKNIA YHUBEDCHTET,
» - ¥ o
Mockosckuid HUVI neamnatpnm u AeTCKON Xxupypruv MutincTepcTBa aapasooxpaHeqns Pdb; Poccuickas AeTCKas KamHndeckas boabHuLa

Fny6okoyBaxkaemblie konneru!

B mapTe 2004 roga 8 Mockse cocTounTcs ovepeaHor KoHrpece, NOCBALWEHHbIW akTyanbHbIM Npo6neMam racTpo3HTeponorum aet-
CKOro soapacta. OprkoOMUTET NPUIMALLIAET BCEX XEMatoLWMX NPUHATL yHacTue B ero patote. Ha KoHrpecce 6yayT o6cyxgaTbes Ha-
YYHble U NpaKTUHeCcKUe BOMpPOChl, CBA3AHHbIE C U3Y4eHWeM 3TUONOMMKU 1 NaToreHesa, pa3paboTKoN MeTOAOB AMAarHOCTUKKU, KOHCep-
BaTUBHOrO W OMNepaTMBHOrO neYeHus 3abonesaHnii NMWEROMA, XeyaKa, KULLEYHUKA, NOMKENYLOYHOM Xenesbl 1 MeveHn y aeTen.

Mecto npoBepeHua Konrpecca: Mockea, LieHTpanbHbii oM MpegnpuHumatens (6biBLUMA KUHOTeaTp «HOBOPOCCUIACK»),

yn. Mokpoeka, gom 47/24. Bnuxanwme ctaHumm MeTpo: «KpacHble Bopota» u «Kypckas».

Yuactune B KoHrpecce 6ecnnatHoe.

Tekywaa nHdopmaums o KoHrpecce 6yaeT nybnukoeaTtbesa Ha canTe www.celiac.ru.

Bce Bonpockl no nosogy y4acTusa MOXHO cornacoeaTb No TenedoHy 936-9474 n E-mail: belmersv @ mtu-net.ru (npodp. Benemep
Cepreit Buktopoeu4) unm no E-mail: akhavkin @ pedklin.ru 1 Tenedory 487-4681 (npod. XaBknH AHaTonuin Unbuy).

Mo4TtoBbI anpec: 117517, Poccust, MockBa, JleHnHckuiA npocnekT, 117. Poccuiickan getckasa KnvHuydeckas 6onbHuua. Kadeapa

pgeTcknx 6onesnen Ne2 PIMY. Mpod. C.B.Benbmepy.

Oprxomurer KoHrpecca





