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CuHpgpom Bunbamca B npaKTUKe nepguatpa

H. M. JlanteBa, M. A. Ckaukoga, E. I. Kapnoga, H. ®. TapaceHnko, C. M. CekpeTeBa

Openbypeckuli 20cydapcmseHHbIli MeduyuHckul yHusepcumem Mux3dpasa Poccuu

Llenb cTatbu: nMpoAeMOHCTPUPOBATb KAMHUYECKOe HabniofeHWe 3a pebeHKOM C CUHAPOMOM Bunbsmca (reHeTUYeCKM MOATBEPKAEHHbIM
B 1,5 MecsLa) B coyeTaHuu ¢ rpy6oii HeBpoaoruyeckoi naronorueii (NoCNeACcTBUAMU paHHEro OPraHUYecKoro NopaxeHus roloBHOTO MO3ra).

OcHoBHble nonoxeHua. CuHApoM BunbsAMca — nNpeAnonoXuTeNbHO ayTOCOMHO-AOMUHAHTHOe 3aboneBaHue, BCTPeyaloleecs C YacToToi
1:10 000-20 000 HOBOPOXAEHHbIX 1 XapaKkTepusytlieecs onpefeneHHbIM heHoTUNoM, NaToNoruen CepaeYHo-cocynuCToN CUCTEMBI, YMCTBEH-
HOI# OTCTANOCTbi0, U3MEHEHMAMM ONOPHO-ABUraTeNIbHOrO annapara, runepkanblemuen.

B npeacTaBneHHoM ciydyae CMHAPOM 3aN0A03PeH B Nepuoje HOBOPOXAEHHOCTU N0 HEHOTUNMYECKMM NPU3HAKAM, FeHeTUYECKM NOATBEPXKAEH.
B Bo3pacre 3,5 Mecsiua pebeHka npoonepupoBany no NoBody KOapKTauuu aopTbl U CTeHO3a neroyHoit aptepuu. Mocne pa3BUTUS BTOPUYHOMO
3HAOMUONEPUKAPANTA BOSHUKNU PEKOAPKTaLMA aopThl, CTabubHasA apTepuanbHas runepteH3sns. 0cobeHHOCTbio HablofieHNs ABAAETCA TaKKe
BbIPa)XX€HHAA HEBPOIIOrMYecKas CUMNTOMAaTUKA BCN@ACTBME PAHHErO0 OPraHNYeCcKOro NOpPaXeHMa roN0BHOr0 MO3ra: CnacTMYecKnii TeTpanapes,
rpybas 3agepiKka HepBHO-NCUXUYECKOTO Pa3BUTUA, CUMNTOMATUYECKAs INUNencus.

3aknioyeHue. CBoeBpeMeHHas AnNarHocT1Ka CMHAPomMa Bunbamca y pebeHka c BpoXKAeHHBIMU NOPOKaMM CepAaLa BaXHa AN PoAuUTeNnei B nnaHe
nonyyeHus MHGOpMauuu o nNporHose 3aboseBaHNsA, JanbHeWWeN KU3HU MaNbIlla, @ TakKe O BO3MOXHOCTU MOCNEAyIoWero eTOPOXKAEHUsA
B CEMbe U HeobXxoAuUMa Bpayam Afis onpefeneHus TakTUKN BeAeHUs nalueHTa.

Kniouesbie cnosa: cuHapom Bunbamca, fetu, AMarHoCTuKa, eyeHne, NporHos.

Iinsa umtupoBanua: Jlantesa H. M., Ckaukosa M. A., Kapnosa E. I, TapaceHko H. ®., Cekpetea C. M. Cungpom Bunbsmca B npakTuke negmarpa //
[oktop.Py. 2018. N2 5 (149). C. 28-31.

Williams Syndrome in Paediatrics

N. M. Lapteva, M. A. Skachkova, E. G. Karpova, N. F. Tarasenko, S. M. Sekreteva
Orenburg State Medical University of the Ministry of Health of Russia

Objective of the Paper: To demonstrate clinical observation of a child with Williams syndrome (genetically confirmed at the age of 1.5
months) combined with gross neurologic pathology (consequences of early organic brain damage).

Key Points: Williams syndrome is presumably an autosomal dominant disease found in 1: 10,000-20,000 of infants and characterized by
specific phenotype, pathology of CVS, mental subnormality, changes in locomotor system, and hypercalcemia.

In this case, the syndrome became suspicious during neonatality period due to phenotype characteristics, and it was genetically proved.
At the age of 3.5 months, the infant was subject to surgery as to aorta angusta and pulmonary artery stenosis. After development of the re-
current endopericarditis, recoarctation of the aorta and persistent hypertension occurred. Evident neurologic symptoms as a result of early
organic brain damage were also observed, namely, spastic tetraparesis, serious delay of neuropsychic development, and symptomatic epilepsy.
Conclusion: Early diagnostic of Williams syndrome of children with congenital heart disease is important for parents, in terms of getting
the information about disease prognosis, further life of the child, and the ability of subsequent fertility in the family, and for physicians
to determine the method of patient observation.
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Jemu He cmanu 6onems GosblIE UNU CIIOXKHEE,
npocmo Mbl HAYUHAEM BbIABASMb HOBbIE NAMOJI02UL,
KOMOpbIX PaHbLUE He 3HA/IU, Hanpumep OpPaHHbie

u 2eHemuyecku demepMUHUPOBAHHbIE 3601eBAHUS.

n. E. Konmynros [1]

o3pocuwiee B nocnegHue roAabl BHUMAHWE K pPEeAKUM
M TEeHeTUYeCKN [OeTepMUHUPOBAHHBLIM 3a60NneBaHmMAM

Ne3Hell, B 4acTHOCTU COBPEMEHHbLIX MeToAO0B aQHANUTNYECKO
6VIOXI/IMMI/I, 3H3UMOAUATHOCTUKN, MONEKYNAPHO-TEHETUYECKUX

06YC/OBNEHO MpeX[e BCEro pacliMpeHneM BO3MOMHOC-
Tel [N UX BbIABNEHMA U nosBfeHneM 3(PHEKTUBHBIX Cro-
co60B neyeHus. bnarogaps BHeApPEHMIO BbICOKOTEXHOIOMM-
YeCKUX MeTOA0B AWArHOCTUKW MHOrMX HacneAcTBeHHbIX 60-

MeTOA0B, CTann BO3MOXHbl paHHAA BepI/ICbVIKaLI,VIﬂ pep,Kon
natonorum U paHHee BKO4YeHUe BbICOKOBCbeeKTVIBHbIX MeTOo-
[OB Tepanuu. 370 ocobeHHO dKTyanbHO Ona negnatpun u
KNMHUYECKOW TeHEeTUKN [eTCKOro BO3pacTa, TaK Kak Gonee
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75% peAKUX HacnefCTBEHHbIX Gone3Hell MaHudbecTupyloT
B paHHeM BO3pacTe, npuyem 65% U3 HUX UMEIOT TAXenble
UHBaNuUau3upyowme nocnenctsuns, a 35% npuBogAT K cMepTu
Ha MepBOM roay xu3uu [2].

B cBA3M C WHMPOKMM BHEAPEHWEM B MpaKTU4YecKoe 3[paBo-
OXpaHeHWe reHeTUYeCKUX MeTofoB 06CNeA0BaHUA MOSBUIACH
BO3MOXHOCTb AMArHOCTMPOBATb PefK1e CUHAPOMBI U Y NaLUeH-
TOB C BpOXAeHHbIMW nopokamu ceppua (BMC). C renetuyeckoin
TOYKM 3pEHUs NocheAHue NpeacTaBAsioT coboii reteporeH-
Hyl0 Tpynny, BCTpeyasch Mbo B M30AMPOBAHHOM BUAE, 16O
B COCTaBe [pyrux MOPOKOB pa3BUTWA, a TaKKE MOHOFEHHbIX
UMW XPOMOCOMHBIX CUHPOMOB.

®opmuposaHue nzonanpoBaHHoro BIC MoxeT GbITb pesynb-
TaTOM: a) 3K30- W 3HAOTEHHbIX CPefoBbIX BAUSAHWIA; 6) reHe-
TUYECKMUX MOJIOMOK; B) COYETAHHOTO BJUAHUSA TEHETUYECKUX
u cpepoBbix taktopos. CoyeTaHne BO3MOXHOrO BO3AeNCTBUSA
reHeTUYeCKMX U CpefoBbiX (HaKTOPOB OnpenenseTcs Kak Myfib-
TudakTopHas npupopa natonoruun. BIC kak cneactBus Tepa-
TOreHHblix 3heKToB BO3HWKAKT B pe3ynbrate BO3[eiCTBUA
BpeAHbIX haKTOPOB Ha NOJ B KPUTUYECKMI Nepuop, pa3Butus
(8-12 Hepenb GepemeHHocTH). leHeTuyeckas npupoga BIIC
onpegensetca y 14% peTeil, XpPOMOCOMHblE CUHAPOMBI MpU
BMC guarHoctupyiotes y 36% 6onbHbIx [3].

Hosonornyeckyio npuHAgNeXHOCTb PacCcTPONUCTB ObiBaeT
TPYAHO pPacno3Hath B paHHeM Bo3pacTe. [103ToMy Hanuume MHo-
JKECTBEHHbIX MOPOKOB PA3BUTUSA, BHYTPUYTPOOHOI runotpoduu,
XapaKTepHbIX CTUrM AM33MOpUOreHe3a ABAAETCA OCHOBAHMEM
LN 0OCMOTPA FeHETUKOM C NOCIeAyoWuM 06CNefoBaHNEM.

CBoeBpeMeHHas [MarHOCTUKA FeHEeTUYeCKUX CUHAPOMOB
nomMoraeT POAMTENAM Y3HATb O MPOTrHO3e Pa3BUTUA U XKU3HW
pebeHKa, NPUHATL afleKBaTHOE pelleHre 0 BO3MOXHOCTU BOC-
MUTaHUA Manbllua B CEMbe, NONYYUTb PEKOMEH[ALMK N0 nocne-
LylolemMy [LeTopoxpaeHuio. Bpauu nonyyawT uHdopmaumio
0 L4eNnecoobpasHOCTM U CPOKAxX ONepaTUBHOTO BMELIATENbCTBA,
BO3MOXHbIX OCNOXHEHUAX, ONPefenstoT TaKTUKY faNbHelWero
BefeHua nayuenTa [3].

Cunppom Bunbamca (Yunbsmca) — npeanonoXutenbHo
ayTOCOMHO-[IOMUHAHTHOE 3abo/eBaHWe, Bbi3bIBAEMOE MyTaly-
el B reHe 3nacTuMHa, KapTMPOBAHHOM Ha xpomocome 7g11.23.
YactoTa 3abonesaHus coctasnser 1 : 10 000-20 000 HoBo-
poxaeHHbix. CuHapom onucad B 1961 r. kapguonorom u3 Ho-
BOW 3enaHgun [Ix. Yunbamcom, KOTOpbIA U3 CBOMX NALMEHTOB
BbIAENNUN [eTell CO CXOLHbIMM fedeKTaMu CcepheyHO-cocyan-
CTON CUCTEMbl, C XapaKTepHOW BHELWHOCTbIO W YMCTBEHHOI
OTCTaNOCTbi. ITU MALMEHTHl MMelT 0Cob0e CTpOeHMe nuua
(B cneumanbHoit nuTepaType Ha3BaHHOE «IMULOM 3nbdar):
WKUPOKKMIA 106, pa3neT 6poBeil No cpefHel NUHNUK, ONYLLEHHbIE
BHU3 MOJIHblE WeKK, GONbLION POT C MOMHBIMK Ty6amMu, NAoCKoe
nepeHocbe, cBoeobpasHas Gopma Hoca C MIOCKUM TymbiM
KOHL,OM, MafieHbKWii 3a0CTpeHHbI noabopofok, Masa uvale
ronybble co cBOeoOpasHbIM pPa3pe3om U NPUNYXNOCTbIO BEK.
XapaKTepHblii Npu3Hak — 0COGEHHOCTU rON0Ca: OXPUMIOCTD,
rpy6oBaToCTb TeMOPa, CKPUNYYecTb.

YacTo oTMeyaloTCs MblleyHas rMNOTOHMA U CBA3AHHbIE C Heil
M3MEHEHNA CKeNeTa: ONyLEeHHble naedu, Bnanas rpyab, Kpyrnas
CMUHa, NA0CKOCTONME, KOCONAMNOCTb, YaCTO NaxoBas U NynoyHas
rpbiXkW. [N peTeil cTaplero Bo3pacTa XapaKTepHbl ANWUHHbIE
penkue 3y6bl [4, 5].

B pesynbrarte reHeTUYECKOW MOJOMKM HapyLLAeTCs HopMab-
HbIli CMHTe3 3nacTuHa. C uenblo KOMMeHcauuu JaHHOTO Npo-
Lecca HayMHaeTca runepnpopyKuus NocnefHero, NPoOMCXOAUT
ycuneHHas npoaudepauns MagKoMbIWEYHbIX KNeTOK BHYTPb
npoceeTa cocyfoB. [lopaxeHue cepieyHo-COCYANCTOI CUCTEMBI

npu cuHgpome Bunbsmca Habniopaetcs B 53-100% cnyyaeB
1 CBA3AHO MMEHHO C 3NaCTUHOBOI apTepuonaTnen: AUarHocTu-
pytotcs BIC (Hambonee 4acto — HafKNanaHHbI CTEHO3 A0PTbI
M CTEHO3 JIeroYHOl apTepun); ¢ 2-5 neT oGHapyXuBaeTcs
runepTpocmyeckas KapauMoMMUONaTms, YacTo pa3BMUBaETCs apTe-
puanbHas runepteHsus [6].

[ins naHHoOro CMHApPOMa XapaKTepHa YMCTBEHHAN OTCTaNnocTb
pa3Hoii CTENEHM BbIPAXKEHHOCTU; Pa3HOOOpa3Hbie NCUxMUYeckmue
HapylWeHUs ycyryonaoT HapylweHus WHTeNnekTa. B paHHem
AETCKOM BO3pacTe YacTo HabniofaeTcs runepKanbLuemus, npu-
BOAALASA K TMNOTOHWM, 3aM0opaMm, aHOPEKCUH, PBOTE, NOANYPUH,
noyeyHoi HepgoctatoyHoctu. C BO3pacToM y yacTu GONbHBIX
NpOrpeccupyloT NaTonorus cepaua v apTepuanbHas runepreH-
315, NOABNAETCA CaxapHblil anabert [4, 7].

OuddepeHumanbHblil AMarHo3 NPoBOAAT C UAMONATUYECKON
MH(AHTUABHOW runepKanbuuemuein 6e3 NMLEeBbIX U CEPAEYHBIX
AQHOMA/IMiA U C HAfiKNANaHHbLIM A0PTaibHbIM CTEHO30M [4].

Cneuuduyeckoil Tepanum B HACTOALLEE BPEMSA HE CYLLECTBYET,
naLMeHTbl MOJTy4YatoT TOJbKO CUMNTOMAaTUYecKoe nedeHne. C HUMK
TakXe NpPOBOAMTCA KOPPEKLUWOHHO-BOCMUTATeNbHas paboTa.
MporHo3 OTHOCUTENIbHO 6GNArONPUATHbLIN, BO3MOXHA YacCTUYHAs
coumanbHas afanTayuus. Yaue BCcero CMHAPOM BO3HMKAET cropa-
ANYECKM, NO3TOMY PUCK MOBTOPHOTO POXKAEHUSA B CeMbe pebeHKa
C TaKMM e 3ab0eBaHMEM OLEHWUBAETCA Kak HU3KWIA [7].

B poctynHoi nutepatype [5, 7, 8] AaHHbIA CMHLpPOM fuar-
HOCTMPOBAH B BO3pacTe CTaplue roaa.

Lenb ny6nukaumm: npofemMoHCTPUPOBATL KIAUHUYECKOE
HabnofeHne 3a peGeHKOM ¢ cuMHApOMOM Bunbsmca (reHetu-
Yeckn NMOATBEPKAEHHBIM B 1,5 Mecsua) B coueTaHun ¢ rpy6oii
HEBPOIOTMYECKOI naTonorueil (NocnefcTBUAMU paHHero opra-
HUYECKOTO NOpaXXeHUs TOJIOBHOTO MO3ra).

PebeHOK HaxOAMICA Ha NleYeHUU B OTAENEHUM AeTeil paH-
Hero Bo3pacta (O[PB), HeBponornyeckom W nynabMOHONOTU-
yeckom oTaeneHuax [eTcKoW ropoAcKon KNMHWMYECKoi 60nb-
Huusl r. Openbypra (TAY3 «ATKb») B 2013-2015 rr. u no
HacToslee BpeMa HabNIOLAETCA B [ETCKOW noaukauHuke N 3,
ABAAOWENCa nogpasfeneHmem 310 xe 60NbHULbI.

KNUHWYECKOE HABJIKOAEHUE

AnamHe3. Manbuunk K. poguncsa 23 despana 2013 roga ot nep-
BOil GepeMeHHOCTU (GepeMeHHOCTb NpoTekana Ha (oHe Konb-
nuTa, B 24 Hepenu npu Y3W nnopa BbisiBNeHa runonnasus Hoca),
nepBbIX CPOYHbIX POJOB B 42 Hepenu ¢ maccon Tena 3070 r,
ANMHON — 53 M, OLeHKo# no wkane Anrap 4-6 6annos.

C poxpaeHus coCTOfHMe pacLUeHMBaNOCb Kak Tsxenoe 3a
cyeT pblxaTenbHoit HepoctatouHoctn (OH) n HeBponoruyeckoii
CMMNTOMATWUKK. Bbin BbICTaBNEeH AWMArHO3 «ABYCTOPOHHAS acnu-
palMoOHHas NHeBMOHUs, LepebpanbHas uwemus III cTeneHy,
CYBOPOXHbI CUMHAPOM, 3afepXKKa BHYTPUYTPOOHOrO pas3BUTUSA
no runoTpoduyeckoMy TUMy», B CBA3M C YeM pebGEHOK Nleuunncs B
OpeHbYPrcKOM KNMHUYECKOM NepUHaTalbHOM LIEHTpe [0 Mecsd-
Horo Bo3pacTa. [lonyyan aHTMGakTepuanbHele npenaparsl (Leda-
30AuH, uedTasnpum, amMMKalUWH, MEpOMNeHeM, 3PUTPOMULMH),
MMMYHOKOPpUTUpyloLLyto (MIMMYHOTNOBYANH YenoBeKa HopManb-
HbIl BHYTPUBEHHO, WHTEpdepoH anbda-2b pekTanbHo), UHbY-
3UOHHYI (MMIOKO30-CONEBbIE PACTBOPBI C 3MEKTPOAUTAMU), CUM-
nTomMaTMyeckylo Tepanuio (guasenam, TuoneHtan, GeHobapbuTtan
C NepexofoM Ha BanbMpOEBYIO KWUCAOTY, MOAMNENTUAbI KOPbI
rofIOBHOIO MO3ra CKOTa, aueTa3ofamug, y-amuHo-B-dheHunmac-
NAHOI KUCNOTBI TMAPOXN0PUA, UHranaLmuu ¢ byneconngom), UBJI
(189 yacoB). Mo BHewWHMM Npu3HaKaM Gbla 3aN0A03PEH CUHAPOM
Bunbamca. KpoBb Ha MoneKkynspHo-reHeTUYeCKoe nccnefoBaHme
HanpasneHa B MockBy (B MeauUMHCKMIA LeHTp «PepTullaby).
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B Bo3pacte 1 mecAua ManbyuK nepesefeH Ana fafbHeMLero
neyenus B OLPB petckoro ctauuoHapa OpeHOypra B TAXenoMm
COCTOSIHMM 3@ CYeT ceppeyHoit HepgocTatouHoctn (CH) u Hes-
ponoruyeckoit cumntomatukun. Mpu nostopHoit 3xo-KC Bnep-
Bble puarHocTuposaH BIC: koapktauusa aopTbl, CTEHO3 BeT-
Bell neroyHoi aptepuu. B Bospacte 1,5 mecaua (05.04.2013)
MoJyYeH pe3ynbTaT MONEKYyAAPHO-TeHeTUYeCKoro uccnefo-
BaHWA MeTOAOM «MWKPOCATeNIUTHbIN aHanu3 JIOKYCOB KpUTU-
yeckoro painoHa 7-i xpomocombl D7S613, D7S1870, D7SELNT,
D7SELNCA» — BbisiBNeHa feneuuns nuccnegyembix TOKYyCoB.

B Bo3pacte 3,5 mecaua pebeHok Obin npoonepupoBaH B Pe-
LepanbHoM LeHTpe cepaevHo-cocyaucTon xupyprum (®L CCX,
r. YensibuHCK): npousBefeHa pe3eKlUus 4acTU aopTbl, HANOXEH
aHacTOMO3 KOHEL, B KOHELL, BbIMOJIHEHA NIacTMKa CTBONA Jieroy-
HOW apTepun. Yepe3 9 fHel nocne onepauuu JOCTaBieH aBua-
TpaHcnoptom B OLIPB peTckoro ctaunoHapa OpeHbypra B kpaiiHe
TAXenom coctosiHum 3a cyet CH u 1H 2-i1 cTeneHu, cyaopoxHoro
cuHapoma. Ha hoHe pa3BuBLIErocs paHHEro BTOPUYHOO IHAOMMO-
nepukapauTa B faNbHeMlleM Npou3oWna pekoapKTauus aopTbl,
BO3HWKNA BbIPAXKEHHas CTabunbHas apTepuanbHas runepreHsus.

Ha nepsom rogy u3HuW pebeHOK HEOAHOKPATHO nony4an
neyenve B OfPB TAY3 «[AIKB» u gpyrux crayuoHapax ropojaa
C AMArHO30M: CUHOpPOM Bunsamca, 2eHemudecku noomsepoeH-
Hbll; KOppU2UPOBAHHBIU BpOXOeHHbIU NopoK cepoya (pe3ekyus
Koapkmayuu aopmsl C GHACMOMO30M «KOHey 8 KOHeyy», nia-
cmuKka cmgosa JnezoyHol apmepuu). Pekoapkmayus aopmsi
Ha (hoHe paHHez20 UHPeKYUuoHHo20 3HOoMuonepukapouma.
BmopuyHo 8bIpaxeHHas cmabunbHas apmepuanbHas eunep-
meH3us C nopaxxeHuem op2aHos-muweHel. HedocmamoyHocms
KposoobpaweHus II6 cmaduu. PaHHee opeaHuyeckoe nopaxe-
Hue 20/108H020 MO32a. CnacmuyecKkull mempanapes ¢ 8bIPaXeH-
HbIMU CMAMUKO-OUHAMUYeCKUMU HapyweHuamu. bynbbapHsil,
nceso0obynb0apHbIl cuHOpomM. Cumnmomamuyeckas 3nunencus.
CuHOpom nukBopoOuHamuyeckux HapyweHul. [unompogus
npe- u nocmuamansHas 2-U cmeneHu, nepuod cmabuau3ayuu.
Ampogus 3pumenbHbix HepBos. BmopuyHas cmolikas KOHmMpak-
mypa pasaubameneli HUXHUX KOHeYHocmed.

Mpwu rocnutanusauuu 8 OLPB TAY3 «[JTKB» B BO3pacTe 1 rona
(2014 r.): macca Tena — 6357 1, pocT — 68 cM, KopMneHue
yepe3s 30HA. Mo faHHbIM O0CMOTPa, 6NedeH, NNOCKas WUpoKas
nepeHoCuLa, ANUKaHT, 60NbLION POT, NoAHbIE ryGbl, KOCornasue,
pedopMaLua yweil, UMaHO3 HOCOrybHOro TpeyrofibHuKa, oTe-
KOB He 6blio, NocneonepauuoHHbIA pybel no cpefHel NUHNUU.
B nerkux pAbixaHue BE3WKYNAPHOE, XPUMOB He 6blo, YacToTa

AbIXaTeNbHbIX ABUXEeHUN — 48-52 B mMuHyTy. ToHbl ceppua
cpefHeit rpoMKOCTH, rpyObli cucTonuyeckuii wym Bo II mexpe-
Gepbe cnpasa OT rpyauHbl C Uppaguauuein Ha cnuHy, YCC —
110-120 B mMuHyTy, Al — 120/60-130/70 MM pT. CT. HuxHU
Kpail neyeHu +2,5 cM HuXe Kpas pebepHoit ayru. PebeHok
He CUAen, TON0BY He fiepa, 3a UTrpyLKaMu He cnegui.

Ha JKT: nerkas cuHycoBas Taxuaputmms — 136—150 B MUHY-
Ty, NMOBbIWEHWE 3NEKTPUYECKOH aKTUBHOCTM MUOKapaa 060ux
XKeNyaouKoB, npaBoro npeacepaus (puc. 1).

Mo paHHbIM 3x0-KC, cocTosiHue nocne koppekuuu BIC:
pe3eKums 4acTu aopTbl, aHACTOMO3 KKOHeL, B KOHeLy, NiacTuka
CTBONIA NIEFOYHON apTepun. [pagueHT AaBNeHMA B HUCXOAALLEM
otaene aoptbl — 85 MM pT. CT., FPaAUEHT JaBAEHUA Ha IErOYHON
apTepuun — 20 MM pT. CT., YBE/IMYEHbl NpaBble OTAENbl CEpALa,
COKpaTuTe/ibHas CNOCOOHOCTb MUOKapaa — 76%, YNAOTHEHbI
JINCTKM MepuKapAa, pacyeTHoe AaBfieHWe B MPaBOM JKejy-
no4YKke — 38-44 MM pT. CT.

Ha peHTreHorpamme rpyaHoM KneTku: ycunenune u fedopma-
LiMA COCYAMCTOrO PUCYHKA, B HUXKHUX OTAENAX NOBbIlWEHHAsA BO3-
LYWHOCTb NETOYHON TKaHW, CUHYCbl CBOOOAHbIE, Tanus cepaua
crnaxeHa, kapavnotopakansHelit uHaekc (KTN) — 60%.

PebeHoK nosnyyan uehTPUAKCOH, rMAPOXA0POTUAZNG + TPU-
amTepeH, dypocemup, KanTonpus, BaabnpoeByio KUCOTY, Kap-
GamasenuH, Kanus U MarHus acnaparuHar. B Bospacte 1 roaa
odopmneHa MHBANUAHOCTb.

Ha BTOpOM rofy XW3HW NpOBOAMNACL KOPPeKLuUs NpoTu-
BOCYLOPOXHOIA Tepanuu B HeBponoruyeckom otgenenun AY3
«[ATKb». PebeHok nepeHec OPBU (neyeHue B MHGEKLMOHHON
60/1bHULE), BHEOONbHUYHYIO [BYCTOPOHHIOK 0YaroByl MHEB-
MOHMUIO C TOKCUKO30M 2-ii cTeneHu, [IH 2-i1 cTenenn (nevyeHue B
nynbmoHonoruyeckom otaeneHun fAY3 «[ArKb»). Ha peHtreHo-
rpamMmme OpraHoB TpyAHOW KNeTKW COXpaHanacb CrnaxeHHOCTb
Tanuu ceppua, KT — 56% (puc. 2).

K koHLy BTOpOro rofia Xu3Hu pebeHok nepesefieH C 30HA0-
BOTO KOPMJ/IEHWUS Ha MpUEM MPOTEPTON XKUAKOW MUK ManbiMu
nopuuamu (Kawwu, niope).

Mpu ocmoTpe B 3,5 roga: COCTOsHWE CTAOMIBHO TsXenoe
3a CYeT apTepuanbHOW rMnNepTeH3nu, HEBPONOTUYECKOW CUMN-
Tomatuku. CoxpaHanocb oTcTaBaHue B Bece (8,5 Kr) u pocre
(82 cm). Vimenacb BblpaxeHHas 3afepyKa HepBHO-MCUXMYe-
CKOro M MOTOPHOTO pa3BuTUA. PebGeHoK He cupen, 3a urpyu-
KaMu He cneawn, 3MOLMKU OTCYTCTBOBANMW, NPOM3HOCUN OTAENb-
Hble 3ByKW. Habnioganoch BbIHYXAEHHOE MonoXeHue (nexan),
LBMXEHUA B CYCTaBax HWXHWUX KOHEYHOCTEN OTCYTCTBOBAIM

Puc. 1. Daekrpokapauorpamma 6oasaoro K.
B Bospacte 1 roaa (2014 r.). Pomo Aanmeson H. M.

Puc. 2. PenTrenorpamMma rpyAHOM KAETKH ooapHOTO K.
B Bospacte 1 roaa 10 mecanes (2014 r.). Qoo

Aanmeson H. M.
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13-3a BblpaXeHHON KOHTpakTypbl. OTMeyanock nosbiweHnune Af]
no 140/80-150/80 mm pT. cT. Ha 3Kl oTknoHeHue 3nekTpuye-
CKOJi Oocu cepaua BMpaBO, KOCBEHHble NMPU3HAKM MOBbIWEHUS
3NEKTPUYECKON aKTUBHOCTU neBoro xenygovka. Ixo-KC: pac-
4eTHOe AaB/ieHNe B MPABOM Xenyaouke — 35 MM pT. CT., He3Ha-
4uTenbHoe paclWwupeHne NONOCTU TONbKO MPABOro KeNy[ouyKa,
rpafMeHT [aBNeHWA Ha nepeleiike aopTel — 76-78 MM pT. CT.,
BbIfIB/IEHa rMNepTPOdUA NeBOro XKenyaoukKa.

Ha momeHT ocmoTpa B 4 roga 11 mecsues (sHBapb 2018 r.)
y nauueHTa COXPaHAITCA 3afepxKa (GU3NYeCKoro pasBu-
TMa (Bec — 10 kr, poct — 90 cm), nosbiweHHoe AL (no
140/80 MM pT. CT.), TAXKenble HapyleHUs HEBPONOrUYECKOro
cTaTyca: rofioBy He [E@pXKMT, BbIHYXEHHOe nojoxeHue (nocTo-
SHHO JIEXUT), IMLO acCMMMETPUYHOE, BblpaXKEHHAs MbllIeYHas
LWCTOHUSA, npeobnafaHue rpyboro runeptoHyca (6onblue B HO-
rax), KpaiiHe BbICOKME MPONPUOLENTUBHbIE pedeKCbl, MON0XM-
TeNbHbIA CMHAPOM bBabUHCKOro, NMONOXUTENbHbIA XO0OOTKOBbIN
pednekc, rpybas 3afepiKa peyeBoro U HepBHO-NCUXUYECKOTO
pa3BuTUsA (MPOU3HOCUT OTAENbHbIE 3BYKM), NEPUOLUYECKU OTME-
4alTCs NMpPOSBAEHUS CYLOPOXHOTO CUHAPOMA, HabnwopaoTcs
NOCTOAHHbIE YepBeoOpasHble ABUKEHUA B KOHEYHOCTAX U NnLLe.
KoHcTaTnpoBaH Take aHKMI03 KpYMHbIX CYCTaBOB PYK W HOT.
Ha 3KT nosiBunace nerkas 6pagnkapans — 94 B MUHYTY, UMeIOT-
€S KOCBEHHbIE MPU3HAKU HArpy3KM Ha MUOKAPA JIEBOTO XKeNyaou-
Ka. 3xo-KC: rpapneHT paBneHus Ha nepelleiike aopTbl BO3POC
L0 82 MM pT. CT., NOABMIACh MUTPANbHAA peryprutauus.

PebeHOK MOCTOSHHO MOMYYaeT KanTonpus, ruapoxaopoTua-
3up + TpuamTepeH (C 4 neT — 3amMeHa Ha KapBeauaon), Komn-
JIeKC NPOTUBOCYAOPOXHbIX NPenaparos; Nepuoguyeckn — Kyp-
Cbl TONNEPU30Ha, HOOTpoMNoB, HeliponenTugos, JIOK. ExerogHo
ocmatpuBaeTcs kKapauoxupyprom OL CCX r. YensbuHcka,
B 2016 r. Gbino pekomeHaoBaHo mposefeHue KT ceppua ans
paccMoTpeHUs Bompoca 06 onepaTMBHOM fieyeHUU (He cpena-
HO0). Ha 2018 r. 3annaHupoBaHa O4YHas KOHCyNbTaLWA Kappuo-
xupypra c obcnegosanuem B ®LL CCX r. YensbuHcka.
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