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YO «benopycckuii 2ocyoapcmeeHHvlii MEOUUUHCKULL YHUBepcUmem»

B nybnuxayuu mui npusooum KauHuueckoe HabnwodeHnue nayuenma ¢ cunopomom Koprenuu de Jlanee. Iloxa-
3aH0, 4mo 3a0071e8anue XapaKmepu3yemcst MHOMEeCMEeHHLIMU NOPOKAMU PA3BUMUS, 0COOeHHOCMAIMU (eHomuna,
omcmasanuem 6 Pu3uU1ecKom U HepBHO-NCUXUUECKOM PA3BUMUL, CHUNEHUEM UMMYHUMeMa.

Kniouesvie cnosa: curopom Koprenuu de /lanze, knunuueckoe HabnooeHue, MHOMeCMBeHHble NOPOKU PA3BUMUSL.

A. V. Sukalo, L. B. Zhydko, V. S. Zhogalskaya
CORNELIA DE LANGE SYNDROM

In this publication we adduced the clinical observing a child with Cornelia de Lange syndrome. It is demonstrated
that the disease characterized by multiple malformations, peculiarities of phenotype, lag in physical and psychological

development, as well as a reduced immunity.

Key words: Cornelia de Lange syndrome, clinical observation, multiple malformations.

CMHApOM KopHeAnn ae NaHre - pepkasn reHetude-
CKkas MaToAOTUs, MPOABAAIOLLAACH OTCTaBaHWEM
dU3NYECKOrO pPa3BUTUA, MHOXECTBEHHbIMU MOPOKaMu
pa3BUTUSI CO CTOPOHbI BHYTPEHHWX OPraHOB U 3aAEPXKKOM
YMCTBEHHOTO pa3BuUTUs pebéHka. MonyaaumMoHHas yacToTta
cuHapoma - 1:10000-1:30000 poxAeHWI C OAMHAKOBOM
YyacToTOM y ManbuMKoB U aeBoyek (1:1) [2, 3]. BoAbWKHCT-
BO CAyYaeB ABASIOTCA cniopaanyeckumu [4, 5]. NoBTOPHbIN

IMMUPUUYECKMI PUCK MOABAEHUA CUHAPOMa paBeH 2-5%.
AoKasaHo, 4T0 CMHAPOM OOYCAOBAEH MyTauMen B reHe
Nipped - B (608667). [eH KapTMpoBaH Ha XpoMocome
5p13.1. Y HeKoTopbIX BOAbHbIX C TUMUUYHBIMU KAMHUYECKU-
MW NPOSIBAEHUSIMU CHHAPOMa KopHeArn ae AaHre HabAato-
AAAUCh CYOMUKPOCKOMUUECKUEe AEAELUN B AAMHHOM NAeYe
3 uan 10 xpoMocombl. HaanumMe Takux M3MeHeHUI Koppe-
AMPYET C MSIrkoi dopmoi 3aboreBaHus [1].
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Y CryJaii us mpaKTvKm

Moa Hawmm HabAtOAEHWEM B TEUEHWE MepBOro roaa
XWU3HU HaxoamAaacb peBouka 19.09.2014 r.p., 3aKpenAeH-
Has 32 OAHOM U3 AETCKMX MOAMKAMHKK ropopa MuHCKa.

PebeHok ot || 6epemeHHOCTH, NpoTekaBLUen Ha GoHe
3p0O3UK LIEVNKU MATKW, XPOHUUYECKOTO aAHEKCUTA, XAAMMU-
AMO03a, rapAHepeanésa. B 21-22 Hepenn 6epeMeHHOCTH
OTMeYaAncs KOAbNUT. Poabl BTOpble B cpoke 39-40 Hepenb.
B poaax 13 AekapCTBEHHbIX CPEACTB NpUMeHAACS 2% pac-
TBOP MEHTOKCUOUAAMHA. Macca npu poxaeHun 2920,0 r,
AMMHa Tena -49,0 cM, OKPYXHOCTb ronoBbl - 32,0 cwm,
OKPYXHOCTb rpyan - 33,0 cm. Mokasatean ¢dU3nyeckoro
pas3BWUTHUSA MO AAMHE M Macce TeAa HWXE CPEAHEr0 OTHOCK-
TEAbBHO HOPMbI MO CPOKY rectaumu, h 0COH6EHHO BbipaXKeH-
HO OTCTaBaHWe B pa3Mepe OKPYXHOCTU ronoBbl. OueHka
HOBOPOXAEHHOW NO LWKaAe Anrap coctaBuna 8-9 6annoB.

M3 BHeLLIHMX NpU3HaKoB y pebéHka HabArOAAANCh MHO-
XECTBEHHbIE CTUTMbl AU33IMBpUOreHes3a: CrAaXXeHHOCTb HO-
corybHbIx CKAAAOK, AeDOPMUPOBAHHbBIE YLLIHbIE PAKOBHHbI,
MUKpOrHaTusa, cpoclivecs 6poBu, LUIMPOKaa nepeHocuua
M MOPOK PasBUTUA B BMAE PaACLLEAUMHbI TBEPAOrO U MSAr-
Koro Héba. B nepBble CyTKM AeBOYKa Obina nepeBepeHa
B NeAMaTpUUYEecKoe OTAEAEHME AAS HOBOPOXAEHHbIX C ne-
pUHaATaAbHOWM NaTOAOrMEN B CBA3M C BPOXAEHHLIM MOPO-
KOM pa3BUTUA (pacLueArHa TBEPAOTO U MArKoro HE6a).

Mpu nabopatopHom obcaepoBaHMM pebeHka B 0bLem
aHaAM3e KPOBW B NEPBbIE AHW MOCAE POXAEHUS: 3PUTPOLM-
Tl — 4,55x1072/p, reMornobuH — 173 1/A, AENKOUUTBI. —
26,25x10"°/A, NanOUKOAAEPHbIE HEUTPOOUAbI — 6%, cer-
MEHTOAAEPHbIE HENTPODUABI - 61%, 303MHODUABLI — 1%,
AMMOOUNTBI — 15%, moHOUMUTbI — 17%, CO3 - 15 mm/uac,
TpoMbouutbl - 197x107°/A. TpK BbINUCKE: 3PUTPOLIU-
Tl — 4,75%x1072/A, remornobuH - 178 [/A, AeNKOLMUTbI -
14,23x107%/A, NaAOUKOSIAEPHbIE HEWTPODUALI — 5%, cer-
MEHTOsIAEPHbIE HENTPOPUABI - 52%, 303UHODUAbI — 1%,
AMMPOUUTbI = 22%, MOHOUUTBLI — 19%, 6azodunabl — 1%,
C03 - 10 mm/uac, TpombounTbl - 176x107°/A. OTMeua-
AUCb U3MEHEHUS B BUAE MOHOLIMTO3a, YPOBHSA TPOMOOLIM-
TOB Ha HWXHEW rpaHuLE HOPMbl, KOTOPblE COXPaHSAAUCH
N K MOMEHTY BbIMUCKMU.

B 6uoxmMmuueckom aHaAu3e KpoBM obpallann Ha
ceba BHMUMaHUe HU3KUIK ypoBeHb obuiero benka (A0
49,1 r1/A), NOBbILEHUE COAEPXAHUSA OUAMPYOMHA (AO
166,5 MKMOAb/A) U AaKTaTAErMApOreHasbl (A0 1244 EA/A).
OcTanbHble NOKasaTeAM MMEAW CAEAYHOLLME 3HAUYEeHUs:
rantoko3a - 4,55 MMOAb/A, MoueBMHA - 3,49 MMOAb/A,
KpeaTnHuH - 39,8 MKMOAb/A, CPB - 1,3 /A, AAT - 30,8 Ea/A,
ACT - 39,6 Ea/a, TTTN - 121,2 EA/A, HaTpun -
140,1 MMOAb/A, Kanuin - 3,79 MMOAb/A, KaAbLMA MOHU3U-
poBaHHbIN — 1,08 MMOAb/A, Mariuin — 1,0 MMOAb/A.

B obuwem aHaAM3e MOYM OTMeYaAacb He3HaUYUTeAbHas
npotenHypusa (6enok - 0,17 1/A) NpU OTHOCWUTEABHO HOpP-
MaAbHbIX 3HAUYEHMAX OCTAAbHbIX MOKa3aTeAel: YAEAbHbIN
Bec - 1018, uBET - XeATbll, peakunss — KMcAas, caxap -
OTPULLATEABHbIN, MAOCKUI 3NUTEAUI - 2-3 B MNOAE 3PEHUS,
aputpoumntbl - 0-1 B noAe 3peHus.

Mpn yAbTPa3BykKOBOM uMccAepoBaHuM cepaua (Y3M)
BbIIBAEH OTKPbITbI apTepUanbHbli NPOTOK; GYHKLMOHK-
pytolLlee 0BaAbHOE OKHO; MUHUMaAbHaA pPeryprutaums Ha
MWUTPAAbHOM W TPUKYCMUAAABHOM KAamaHax; aHOMaAbHO
pacrnoAOXeHHas xopAa AEBOro xeAayaouka. CokpaTUTeAb-
Has QYHKUMS AEBOr0 XEAyAOuKa YAOBAETBOPWUTEAbHAS.
Mo pesynbTaTam yAbTPa3BYKOBOrO MCCAEAOBAHUSA OpraHoB

6PIOLLIHOM MOAOCTU — U3rMb XEAYHOro nysbipst B 06AACTH
Tena. MeuyeHb, MOAXEAYAOUHAs Xene3a U cene3éHKa 6e3
ocobeHHocTel. Mpu yAbTpacoHorpadun roAOBHOro Mo3ara
NaToAOTMYECKMX M3MEHEHUIN He BbIABAEHO. 10 AaHHbLIM
peHTreHorpaduv OpraHOB TPYAHOM KAETKM OTMeuvanacb
KapAMOMeEranms.

Peb6&HOK KOHCYyAbTMPOBAH cneunasuctamu. Mpu oc-
MOTpe OhTaAbMOAOrOM POroBMLA Mpo3payHa, rnasHoe
AHO B npepenax Hopmbl. OTOPUHOAGPUHTOAOFOM KOHCTa-
TUPOBAHbI OCTPbIA PUHWUT, BPOXAEHHbLIM MOPOK Pa3BUTUSA
(pacleAnHa TBEPAOrO U MArkoro Héba). CTomMaTtoAorom
BbICTABAEH AMArHO3: BPOXAEHHbIM MOPOK Pa3BUTUA AMLA
(pacweAnHa TBEPAOTO M MArKOro Héba), ykopoueHwe
Y3AEUKM fA3blka. PEKOMEHAOBAHO ONEepaTtMBHOE AeYEHWE
B MAGHOBOM NOpsiAke. HEBPOAOrOM AMArHOCTUPOBAH CUHA-
pom yrHeteHms LIHC Ha poHe BPOXAEHHBIX MOPOKOB U Ma-
AblIX @aHOMaAWM Pa3BUTUA. PEKOMEHAOBAHO reHeTUYeckoe
obcnaepoBaHue.

3aKkAlOUEeHUE TeHeTUKa: BPOXAEHHblIE 0COBEHHOCTU
pPa3BUTUA; BPOXAEHHbLIM MOPOK cepaLa? Heab3s MCKALO-
UNTb XPOMOCOMHYIO MaTOAOrM0. PEKOMEHAOBAHO UCCAe-
AOBaHWe kapuotuna. Y pebeHka 6biA B3SIT aHaAU3 KPOBHU
Ha kapuoTun. TakXe AeBOYKA KOHCYAbTMPOBAaHa COTPYA-
HUKaMK Kadeapbl HEOHATOAOTMM U MEAMLIMHCKOW reHeTu-
Kk ben MAMO.

AnarHos npu BbINUCKE: BPOXAEHHbIVM MOPOK Pa3BUTUSA
AMUa (paclieArMHa TBEPAOTO U MArkoro HEba). BpoxaEéH-
Hble 0COOEHHOCTU Pa3BUTUA. BHyTpHyTpobHan MHbeKUMS.
KOHBIOHKTUBUT. BIC (OTKPbITHIM apTepManbHbIi MPOTOK).
MaAble aHOMaAMK Pa3BUTUA (OTKPbITOE OBaAbHOE OTBEp-
CT1e, AOMOAHUTEAbHAS XOPAA AEBOTO XeAyAouKa). CUHAPOM
YrHETEHUS LLEHTPAAbHOW HEPBHOW CUCTEMBbI.

AeBoOuka BblNMCaHa M3 CTauMOHapa Ha 8-ble CYTKM
¢ Mmaccon 2780,0 r (AedMumMT Macchl Tena cocTaBuA 5,8%
OT UCXOAHOM Macchl Tena). B popaome npuBUTa OT renatuta
B (9yBakc), BakunHauma bLK-M otaoxeHa a0 1 mecsua.

B Bo3pacTe 27 AHel pebeHOK NOBTOPHO rOCMUTAAU3U-
pPOBaH B OTAEAEHWE MATOAOTMKN HOBOPOXAEHHbIX 3-i rOPOA-
CKOW AETCKOM KAMHUYECKOW BOAbHMLIbI C AMArHO30M: ABYX-
CTOPOHHSAS BHEOOAbHMYHAA MHEBMOHMSA, CpaBa 04aroBo-
CAMBHas, 0CTpoe TeueHue. AH, .

)XXanobbl Ha MOMEHT MOCTYNAEHWS Ha MOBbILLEHWE
Temnepatypbl Tena Ao 38°C, kalueab. COCTOAHUE AEBOYKU
CPEeAHEN CTEMNEHU TAXECTH.

B oTtaeneHun pebeHok obcaepoBaH. O6LMIA aHaAU3
KPOBW NPKU MNOCTYNAEHWUU C HEBbIPAXEHHBIMWU U3MEHEHUAMMU
BOCMAAUTEABHOTO XapakTepa: apUTpoLmTbl — 3,72x1072/A,
remMornobuH - 124 r1/a, aenkoumtbl. - 10,1x107%/A, na-
AOYKOSIAEPHbIE HenTpooduabl - 10%, cermeHToAAepHble
HenTpoduabl — 31%, 303UHOGUABI - 5%, AMMOOLUTBI —
49%, moHouuTbl - 5%, CO9 - 15 mm/uac, Tpombouu-
Tbl = 229x107%/A. MpK BbINMCKE HABAOAAAOCH CHUXEHMWE
YPOBHA remMorrnobvHa U 3pUTPOLMTOB, BCE OCTaAbHblE MO-
KasaTeAu HOPMaAM30BaAUCh: SPUTPOLUTLI — 3,08x10712/h,
remornobmH - 94 r/a, AerkounTbl - 7,1x10”° /A, nanoukos-
AEpHble HENTPOOUABI — 1%, CermeHTosAepHble HENTPOdU-
Abl = 26%, 303UHOOUABI — 5%, AUMOUUTLI - 65%, MOHOLMK-
Tl — 3%, CO3 - 10 mm/uac, TpomMbouUnTbl — 380%107%/A.
Broxumunuyecknin aHanuM3 KpoBu 6€3 BUAMMBIX OT-
KAOHEHUN.

B o6lieM aHaAM3e MoOYM MPK MOCTYNAEHUW OTMeua-
AaCb AEMKOLMTYPUA AEFKOW CTEMEHU (AeMKouuTbl - 7-9
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B MOA€e 3peHus, ckonaeHusa oo 10-15 B noae 3peHus), no-
BblLLEHWE YAEAbHOro Beca Moun - 1025, npu coxpaHéH-
HbIX B MPeAeAax HOPMbl OCTaAbHbIX Napamerpax: uBeT -
XEATbIW, peakumsa - Kucaasi, 6enok 1 caxap - oTpuLaTeAb-
Hble, MAOCKWUI anuTeAnn - 2-4 B noAe 3peHus. K Bbinncke
npoun3oLAa HopmMaAnsaLuusi nokasaTenei obLiero aHaamsa
MOUM; aHaAM3 Mouu no HeunnopeHko 6bin Takxe 6e3 oT-
KAOHEHWI (AerkoumnTbl — 0,5%1078/a).

Ha peHTreHorpamme rpyAHOW KAETKWM MpU MOCTYymnAe-
HUX KapTMHa ABYCTOPOHHEW, cnpaBa - 04aroBO-CAMBHOM
NMHEBMOHWUW; MPU BbINWCKE - NMPU3HAKKM 0obpaTHOro pas-
BUTKA npouecca, OAHAKO CO CTOPOHbI Cepala OTMEYEHO
YAAMHEHWUE AYTU AEBOMO XEAYAOUKA (UTO CBUAETEABLCTBYET
0 Nneperpyske AeBbiX OTAEAOB CEPALLA).

NccaepoBaHMe KPpOBU Ha BHYTPUYTPOOHbIE MHOEKLMK
METOAOM MOAMMEPA3HON LENHOM peakumny MO3BOAMAO UCK-
AOYUTb UHOULMPOBAHWE BUPYCOM MPOCTOro repneca, LMTo-
MeranoBUpPYCOM, TOKCOMAA3MOM, BUPYCOM dniTerH-bapp.

B Mma3ke M3 HOCONAOTKM Ha ¢AOpy BblpeAeH Ente-
rococcus faecalis. Ma30Kk Ha NaToreHHy KULLIEUYHY0 GAO-
py OTpULATEAbHbIN.

Mpu uccAep0BaHMM MOAOKE MaTepu Ha CTEepPUAb-
HOCTb — St. aureus u Apyrue Bo306yAUTEAU HE BbIAEAEHDI.

Mo pe3yAbTataM MHCTPYMEHTAAbHOTO 06CAEAOBaHUS
Ha 3AEKTPOKapAMOrpaMme OTMEYaACs CUHYCOBbIM, YCKO-
PEHHbIN PUTM; OTKAOHEHME INEKTPUYECKOM OCKU cepAala
Bnpaso. [1pu yAbTPa3ByKOBOM UCCAEAOBAHWKU CepALLa NoA-
TBEPXAEHO HannMune OGYHKLUMOHMPYHOLLErO OBAAbHOMO OT-
BEPCTUA, aHOMAAbHO PACMOAOXEHHOM XOPAbI AEBOTO XEAY-
AOUKA. YABTPA3BYKOBOE UCCAEAOBAHUE OPraHoB BPHOLLIHOWN
NOAOCTU — 6€3 0COBEHHOCTEN, MOYEK - TMNOTOHWUA AOXaHKK
cnpasa. Mpu yAbTPa3ByKOBOM WCCAEAOBAHWKM FOAOBHOIO
MO3ra BbIIBAEHbl MPU3HAKM AOKAAbHOTO MEPUBEHTPUKY-
ASIPHOTO OTEKa.

QOYHKUMOHAAbBHOE MCCAEAOBAHUE XEAYAKA C UCMOAb-
30BaHWEM AMArHOCTMYECKOro pacTBopa MO3BOAMAO 3a
BPEMS MCCAEAOBAHUA 3apPErncTpMpoBaTb NPM3HaKK ra-
cTpo3a3odarearbHOro pedAaroKca, AaHHbIX 3a NUMAOPOCTE-
HO3 HeT.

[eHEeTMKOM BbICTABAEH AMArHO3: CUHAPOM Ae AaHre.

B TeueHune 7 pHen poeBouka HaxoaMAach B OUTP, 3atem
B OTAEAEHWU AAS AETEW MAAALLIEr0o Bo3pacTa. MoAyyana: uH-
bY3MOHHYIO Tepanuto, aHTUbaKTepuaAbHble npenapatbl, My-
KOAUTUKHU, MPOBUOTUKM, GU3NOTEPANEBTUUECKOE AEUEHME.

BbinucaHa u3 cTtaumoHapa B Bo3pacte 1,5 mecaua
C AMArHo30M: ABYXCTOPOHHSIS1 BHEOOAbHUYHASA MHEBMOHMSA,
cnpasa 04aroBo-CAMBHas, ocTpoe TeveHune. AH . OcTpas
pecnupatopHaa WHOEKUMA: PUHOGAPUHIUT, ABYCTOPOH-
HUA KOHBIOHKTUBUT. BPOXAEHHbBIM AQKPUOLIMCTUT 060MX
rnas. BpoxXAEHHBIM MOPOK pas3BUTUS (pacLLueArHa TBEPAO-
ro v MSIrkoro HEGa), ykopoyeHne y3peuku sidbika. Manble
aHOMaAuW pasBUTUS cepAla (OTKPbITOE OBaAbHOE OKHO,
AOMNOAHUTEABHAA XOpAa AEBOr0O XeAyAouka). MopdodyHK-
LMOHaAbHasi He3PenoCTb. NErKUIM CUHAPOM ABMraTeAbHbIX
HapyLEeHWM C MbILLEYHON AUCTOHWUEN. AHEMUST AETKOW CTe-
NneHu TAXECTU, CMELLIaHHOro reHe3a, nepuoa o60CTpeHus.
CuHApPOM Ae NaHre.

CocTosiHWE NpM BbIMUCKE YAOBAETBOPUTEABHOE, Macca
TeAa coctaBuaa 3680,0 .

B 3 mecsua apeBOYka OCMOTpPEHA HEBPOAOTOM, Bbli-
CTABAEH AMArHO3: CUMHAPOM ABMWIraTeAbHbIX HapyLLUEeHWUM
B BMAE MOBbILEHHOIO TMNEPTOHYCa KOHEYHOCTEN. Peko-

CiTyyait 13 IPaKTUKN 7€

MEHAOBAHO NPOBECTU KypC L-KapHUTWHA B TeueHne 1 mecs-
ua, Maccax. Takxe, BCAEACTBME COXPAHEHUSI MPOABAEHUI
AaKpUOLMCTUTA, el NPOBEAEHO 30HAMPOBAHWE CAE3HOTO
KaHana AeBOro rnasa B AETCKOM 0OAACTHOM KAMHWUYECKOM
60AbHULE, HO CAE30TEYEHME AEBOMO TAa3a W Nepuopnye-
CKM THOMHOE OTAEASIEMOE COXPaHAANChH.

B Bo3pacTte 4 mecAleB pebEHOK OCMOTPEH TMHEKOAO-
rOM B CBSI3W C UBMEHEHUAMU B 0BLLEM aHaAM3E MOUU (Aeit-
KouuTbl 25-28 B none 3peHus, baktepuu). MoctaBAeH avar-
HO3: OCTpbI BYAbBOBArnHUT. Ha doHe nNpoBOAMMOro Aeve-
HWA M3MEHEHWUA B aHaAM3ax MOYM COXpaHsAUCh. Moayuraa
Kypc Luedypokcuma, dypasmanHa, kaHedpoHa. OcmoTpeHa
HEPPOAOroM BO 2 rOPOACKON AETCKOM KAMHUUYECKON OOAbHU-
e, BbICTABAEH AMArHO3: UHOEKLMA MOYEBbIBOAALLMX NyTEN.
Ha Y3W nouek natonorumn He BbIIBAEHO. [Npu npoBeaAeHUn
YABTPa3BYKOBOro 06cAeA0BaHWA OpraHoB OPHOLLIHOW MOAO-
CTV 0BHapyXeHbl MEAKWE KaAbLIMHATbI B CEAE3EHKE, UTO MO-
XET CBUMAETEAbCTBOBATb O MNEPEHECEHHON BHYTPUYTPOOHOM
MHoekummn (BYM). OaHako no pesyabtatam AabopaTopHbIX
MCCAEAOBAHUM YCTAHOBUTbL €€ 3TMOAOTUIO HE YAAAOCh.

B Bo3pacte 6 mecaueB AeBOYKa MOBTOPHO HAXOAM-
AaCb Ha AEYEHWU B AETCKOM MHOEKLMOHHON KAMHUYECKOW
60AbHULE C AMArHO30M: BHEOOABHWYHAA NPABOCTOPOHHSASA
noamcermeHnTapHas (S5, S8-10) nHeBMOHMSA, OCTpOE Teve-
HUe. MHbeKuma mMmoueBbIBOAAWMX nyTen. OCTpbId ABYCTO-
POHHWI KaTapaAbHbIA CPEAHUIM OTWUT. BPOXAEHHbIM NOPOK
pas3BuTUS (paclleArMHa TBEPAOIo U MsArkoro HéGa). Manble
aHOMaAuK pa3BUTUA cepAla (OTKPbITOE OBaAbHOE OKHO,
AOMOAHUTEABHAA XOPAA AEBOMO XEAYAOUKA). AaKPUOLUCTUT
AEBOro raasa. lemaHrmoma neyeHu.

B oTaeneHUM B pesynbTate nNpoBeAEHHOro Aabopatop-
HOro o6cAepOBaHWA BbISBAEHbI UBMEHEHUSI BOCMAAUTEAb-
HOro xapaktepa B OOLLEM aHaAW3e KPOBMU (AEMKOUMTHI —
29,4x107%/a, CO3 - 24 mm/uac). MNpu BbiNUCKe B 06LLEM
aHanM3e KpOBW BCE NokasaTeAn HOpMaAM30BaAUChb. Buo-
XUMUYECKUI aHaAM3 KPOBWU Ha MOMEHT MOCTynAeHusi 6e3
BUAUMbBIX OTKAOHEHWW.

O6WMIn aHaAM3 MOUM MNPW MOCTYNAEHWUU: YAEAbHbIN
Bec - 1020, uBet - XeATblld, peakuua - 5,5, 6eroK - 0OT-
puLaTeAbHBIN, caxap - OTPULATEAbHbIN, AeMKoLuuTbl — 0-2
B MOAE 3PEHUS, MAOCKUI anuTeAnn — 1-2 B noAe 3peHus.
AHaAM3 Moum No HeumnopeHKo Mpu NOCTYMAEHUU: AEMKO-
umthbl - 4,5x107%/A, B A€MKOLMTOrpaMMe MOUYN — HEMTPODU-
Abl 100%. Mpu BbINUCKE B @aHaAM3e MOYM NO HeunmnopeHko
oTMevanacb HOpPMaAM3auMs MNoKalaTenei: AEeMKOUWTbl -
0,75x10"%/a, B AeHMKoOUMUTOrPaMMe MOUU HEWTPODUAbI -
37%, nMmboumntbl -66%. MNoceB Moun Ha onropy: E. coli
10" KOAOHWI/MA, UTO ABAAETCA AMArHOCTUUYECKM 3HAUYUMbBIM.

KpoBb Ha BHYTPUYTPOOHbIE UHPEKLIMM METOAOM MOAM-
mMepasHou uenHon peakumn: AHK toxoplasma gondii , AHK
Bupyca npocrtoro repneca | v |l Tuna, AHK untomeranosu-
pyca - He obHapyXeHbl, UcCAepOBaHUSA Ha HBs Ag, aHTuTe-
Aa n PHK K HCV - otpuuartenbHble.

AHanM3 Kana Ha NaTOreHHYH KWLEeYHyto GAopy - OT-
puuatenbHbl. B kKomporpamme AErkue nposiBAEHUs AMC-
naHkpeatMamMa M NPU3HaKW BOCMAAMTEABHOrO npouecca
B TOACTOM KulleUyHuke: pH - 6,5; HelTpanbHble MblAa +,
AerKkouunTbl 5-10 B noAe 3peHust, NpocTenLLne U aila reAb-
MWHTOB He 0B6HapyXeHbI.

PeHreHorpadus rpyaHOW KAETKM NPW MOCTYMAEHWM:
PEHTreHOAOrMYEeCKan KapTMHa NPaBOCTOPOHHEN MOAWUCEr-
MeHTapHou (S5, S8-10) nHeBMOHMU. [pU BbINUCKE: peH-
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TFEHOAOTMYECKME AAHHbIE B MOAb3Y 06paTHOrO pasBUTUS
NMHEBMOHWMW.

AnekTpokapanorpadua: cuHycosasa Taxmkapausa. YCC
150-166/M1H. HopMmaAnbHOE MOAOXEHWE INEKTPUUECKOM
ocH cepala. BolpaxeHHble U3MeHeHUs B Muokapae. Mpu
YAbTPa3BYKOBOM 06CAEAOBAHMU CepALA - GYHKLMOHMPY-
toLLee OBaAbHOE OKHO, aHOMaAbHO PaCMOAOXEHHAsA XOpAa
AEBOTO XEAYAOUKa; Kamepbl CEpALA He paclUMpeHbl; KAa-
naHHbIM annapaTt He M3MEHEH; COKpaTUTeAbHaa GYHKLMSA
MUOKapAa yAOBAeTBOpUTeAbHasA. Y3W opraHoB OprolLHOM
MOAOCTU: YMeEpPEeHHan renatomMeranus, YAbTPa3BYKOBble
NPW3HaKKN o4aroBbix 06pas3oBaHUi B neyeHn; 0cobeHHOCTb
pa3BUTUS XEAYHOTOo Ny3bips. Mo pAaHHbIM Y3U noyek - ato-
HWUS YalleyeK CAeBa.

OTOPMHOAGPUHIOAOTOM BbICTABAEH AMArHo3: octpas
pecnupatopHan MHoekuus. OCTpbli ABYCTOPOHHWI KaTa-
paAbHbIi CpeAHWUI OTWUT. BPOXAEHHBLIM MOPOK Pa3BUTUSA
(pacLeAnHa TBEPAOTO U MArKOro HEGA).

B 7 mecsaueB npyv 0CMOTPE HEBPOAOTOM KOHCTaTUPO-
BaHa 3aAepXKa TEMMOB Pa3BUTUSA, NPEUMYLLECTBEHHO MO-
TOPHOrO, BEPOSITHO, Kak NPOSABAEHUS CUHAPOMA Ae N\aHre,
Tak W nepuHatanbHoro nopaxeHus LHC BcaeAcTBUE BHY-
TPUYTPOOHOro MHOMUMPOBAHKA. PekoMeHAOBaHbI: MarHe-
B6 v ranoHTeHOBas kK1caoTa (Kypc 1 mecsu), maccax.

B 8,5 mecsiLeB NOBTOPHO NMPOBEAEHO 30HAMPOBAHUE
CAE3HOro KaHana AeBOro rnasa B AETCKOW 0OAACTHOM KAW-
HUYECKOM BOAbHULIE.

Mpn ocmoTpe B 9 MecsiLeB AEBOYKA AMCMPOMOPLMU-
OHAAbHOTO TEAOCAOXEHMS, MOHWXEHHOrO MNWTaHUA, 3Ha-
UWTEABHO OTCTaeT B GU3MUYECKOM pas3BuUTUM. 3y6OB HET.
B 9 mecsueB macca tena - 6100,0 1, aAanHa - 64,0 cm (du-
3MYECKOE PA3BUTUE HUXE CPEAHEro, AUCrapMOHUYHOE).
CamOCTOSITEABHO HE CUAMWT, YNOP Ha HOXKM XOpoLMi. Ao
CEMU MeCSsiLeB HaxoAMAACb Ha BCKAaPMAMBAHWUMU CLEXEH-
HbIM TPYAHbIM MOAOKOM, 3aTeM MoAyYana cmecb «Dpuco-
AaK». Kallu 1 oBOLHOE Mtope ena Mano (0Tkas pebéHka oT
UX Npuéma).

B 9 mecAueB reHeTMKOM BbICTABAEH AWMArHo3: CUH-
ApoM KopHeAaun ape NaHre Ha OCHOBaHMKM MPOBEAEHHOro
nccaepoBaHma metopom Fish. Kapuotun 46 XX, uto cooT-
BETCTBYET XXEHCKOMY MOAY.

B 10 mecsueB AeBOYKa NOBTOPHO MEPEHECAa OCTPYHO
pecnupaTopHyto MHPEKLMIO, AeUMAach aMByAaTOPHO.

OHa perynsipHo HabAtopanacb OPTOMEAOM, KOTOPbIM
BbICTABAEH AMArHo3: TYronoABMXHOCTb B Ta3obeppeH-
HbIX CycTaBax, BaAbrycHas aedopmaums cton. oayyana
AeyeHre B «MUHCKOM TOPOACKOM LIEHTPE MEAMLMHCKOM
peabuauTaumMm AETEeN C NCUXOHEBPOAOTMUYECKUMU 3abone-
BaHWAMM», @ TakXe B GU3NOTEPANEBTUYECKOM OTAEAEHUU
AETCKON MOAMKAMHUKW.

Peb&HOK He npuBWT. AAAEPrOAOTMYECKMI aHaMHe3
He oTArouleH. B cembe pacTér ctapluasn 3A0p0oBas AEBOUKa
6 AeT. PoanTeAn U cTapluan AeBOYKa MPOLIAW MEAWMKO-Te-
HeTMuyeckoe 0b6CAEeAOBaHWE, MO pPe3yAbTaTaM aHaAU30B -
3A0POBbI.

Mpu ocmotpe B 11,5 mecsiueB COCTOSHME AEBOYKM
CpPeAHEeN TAXEeCTU 3a CYeT OCHOBHOro AuMarHosa. B co3Ha-
HUK, OOpaLLEHHYIO K HEN peyb HE MOHUMMAET, He TOBOPUT,
NPOWU3HOCUT OTAEAbHble 3BYKW. PEOEHOK CHUAMT, HO camo-
CTOSITEAbHO HE CaAMTCS, HE MOA3AET, XOAWUT C MOAAEPKKOM.
Ha Anuo 3apepxka HEPBHO-MCUXMUYECKOTO pa3BuTUs. Tpu
BHELLUHEM OCMOTPE BbIPaXeHHas MuKpouedaruns, ynao-

LWEHHBIN 3aTbIAOK, KopoTkas wwes. ObpawatoT Ha cebs
BHUMaHWE BbIPAXEHHbI CUHOPPU3, AAMHHbBIE 3arHyTble
pPEeCHUUpI, LUMPOKas MepeHocula, BbIBEPHYTbIE HapyXy
HO3APM, TOHKaA BepxHASA ryba 1 onyLLeHHbIe YrAbl pTa, KO-
poTKan y3aeuka si3blka, paclleArHa TBEPAOTrO U MSArKOro
Heba, a Takxe AePOPMMPOBAHHbLIE, HU3KO PACMOAOXEH-
Hble YLHble PaKOBWHbI. Takxe OoTMeyvaeTca rMnonaasus
COCKOB, YeTbipéxnanblieBan AapOHHas 60po3pa, MUKPO-
MeAnsi. boabluon poaHnk 1,5%x1,5 cm. 3yboB 6. AeBouka
CAOXEHa AMCMPONOPLMOHAABHO, MOHWXEHHOrO MUTAHUS,
3HAUYUTEAbHO OTCTaEeT B GM3MUYECKOM Pa3BUTUKN OT CBEPCT-
HMKOB. Macca tena coctaBuaa 6900,0 r, oamHa - 67,0
CM, OKPYXHOCTb ronoBbl — 40,5 CM, OKPYXHOCTb TFpyAu
- 44,5 cm. lHpeke maccbl Tena coctaBua 15,37. dusu-
YeCKOoe pa3BUTME OLEHEHO KaK Pe3Ko CHWXEHHOoe - 3a-
AEPXKa GU3NMUECKOro pas3BuTUA. 3apep)kKa HEPBHO-MNCKU-
XUUYECKOrO pa3BUTUSA.

MoAbITOXMBAA BbILLEUM3AOKEHHOE, CAEAYET OTMETUTD,
yTo PebEHOK Ha MEepPBOM TOAY XM3HU ABaXAbl NepeHéc
NMHEBMOHMIO, UMEA YacCTble 3MU30Abl OCTPbIX pPecnMpaTop-
HbIX 3ab60AeBaHUI, UHGEKLMIO MOUYEBbLIBOAALLIMX MyTEN.
370 CBMAETEALCTBYET O BbIPAXEHHOM CHWXEHWW MMMYH-
HOro ctaTtyca. Ha HacToALMIA MOMEHT AeBOYKA HAXOAMTCA
noA HabAKOAEHMEM y4acTKOBOro neanaTpa U COOTBETCTBY-
HOLUMX CMEeLMannCToB.

Haw npumep KAMHUYECKOTro HabAOAEHUSI MOATBEp-
XAQET, UTO 3TO reHeTnyeckoe 3aboneBaHWE MPOABASETCSH
oTCTaBaHUEM B GUIMUYECKOM WM HEPBHO-MCUXMUYECKOM pas-
BUTUKU, MHOXECTBEHHbIMMK MOPOKaMu. Mo AaHHbIM AMTEpa-
Typbl B 50% cayyaeB npu cuHapome KopHeann ae NaHre
MMEIOTCA MOPOKM CEepALa M COCYAOB, Haubonee YacTbiMK
N3 KOTOPbIX ABASIKOTCA CTEHO3 AEFOUYHOM apTepun u pedekT
MEXOKEAYAOUKOBOM Neperopoaku [1].

310 pAeTh B 100% cAyyaeB C 3aAEPXKOM YMCTBEHHO-
ro pasBWTUS PaA3AMYHOM CTENEHU B 3aBMCMMOCTW OT Ba-
puaHTa 3aboneBaHuMs. BcTpeuatoTcs cAyuyanm Kak O4YeHb
TSXXEAOM OAMIOPPEHUU, TaK M MOrPaHUYHON YMCTBEHHOWM
oTrcTanocTn. OueHb xapaKTepHbl AAS paccMaTpMBaemMoro
CMHApPOMa paccTpoicTBa peun. OH Has3BaH «yMCTBEHHas
OTCTAaAOCTb C TMMEPTPUXO30M U pPeUYEBLIM HEAOPA3BUTU-
eM». PeueBble HapyLleHWA BbipaxeHbl 6oAbLe, YeM 06bIY-
HO NMpPY OAUTOPPEHUU. MIHOTAG PeUYEeBON AeDEKT ABAAETCS
BEAYLLMM CMMMNTOMOM B MCUXMUYECKOM cTaTyce (0CcobeH-
HO NpPU HEernyboOKOM CHWXEHWW WHTEeAAEKTa). Bcem peTsim
CBOWCTBEHHbI BSINOCTb, @CMOHTAHHOCTb, MEAAMTEABHOCTD,
a TakXe BblpaXeHHble KoAebaHUsA NMCUXMYECKOro COCTOSA-
HUsA. AMarHo3 ycTaHaBAMBAOT Ha OCHOBAHUKW XapaKTepHO-
ro ¢eHotmna [6].

MaAbIlWn ¢ CUHAPOMOM A€ /\aHre OYeHb BOCNPUUMYUK-
Bbl K pa3AMuHbIM 3ab0AeBaHUAM BEPXHUX AbIXaTeAbHbIX
nyten. B aTom cAyyae pasyMHO cOYeTaHWe 3aKaAMBaHMWSA
N MEAMKAMEHTO3HOM NPOPUAAKTUKU OCTPbIX pPecnMpaTop-
HbIX 3ab60AEBaHWUI, UCKAIOUEHWE NEPEOXAAXKAEHWUN.

AvnarHos cuHapoma KopHeann pe AaHre He npocT AAS
AVNArHOCTMKHK, TaK KaK BCTPEYarTCs YMCTBEHHO OTCTaAble
AETU C HEBOABLLUMM YMCAOM @HOMaAWM, BXOASILUMX B AdH-
Hbli cMHAPOM. TpK OTCYTCTBMM BUMOAOTMUYECKOTO MeToAa
AVNArHOCTUKKU TPYAHO CKa3aTb, MOXHO AW TaKuUe CAyyau
OTHOCUTb K CMHAPOMY KopHeamn ae AaHre. 3TOT BOMpocC
Kacaetcsi U ApYrvx 3aboAeBaHWM, AMArHOCTMKa KOTOPbIX
OCYLLLECTBASIETCA HA OCHOBE KAMHWUUYECKOro cBoeobpasusi.
BcnaeacTBUE peakoi BCTPEUYaeMOCTUM CUHAPOMa KapHeann
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Ae N\aHre ¥ HEMHOTrOUYMCAEHHOW MHOOPMALMKU O HEM Mbl
CTaBWAM CBOEN LieAblo 06paTUTb BHUMaHWE uMTatenei Ha
BEAYLUME KAMHUYECKME MPOABAEHWUA AAHHOM NaTOAOIWM,
ytobbl CBOEBPEMEHHO €€ AMArHOCTUPOBATb, KOMMAEKCHO
OUEHUTb UMEIOLLYHOCA CUMNTOMATUKY U NPUHATL BCE BO3-
MOXHbl€ Mepbl MO KOPPEKLMU MOPOKOB pPa3BUTUA, MPU-
CyLLUMX BbllLleHa3BaHHOMY 3aboAeBaHUI. ITO MO3BOAUT
YAYULIUTb NMPOTHO3 AAA XWU3HU U AOCTUYb ONTUMAaAbHO BO3-
MOXHOI0 GU3NYECKOTO U HEPBHO-MCUXUYECKOTO Pa3BUTUSA
Yy A@HHbIX NaLUEHTOB.
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