Short Report

KpaTtkue cooblieHusn

MapmpyT nepecTpoeH. KaK MeHAEeTCA TaKTUKa Bpava-nepvartpa
npu BeA€HUU NauUEeHTOB C CUHAPOMOM Buabamca

MonuaHoBa Bukropusa ArekcaHapoBHa?l, InoTHMKOB BaapneH AneKcaHApPOBUUZ,
Maranpanmesa AmuHat Caauxb6ekoeHal, datyamaes Capur Tanex orabi?

HayuHb1i pyKkoBoauTeAb: A.M.H. Porosa TaTbsiHa BaaaumuposHal

1 HayuHblil LEHTP CepAeUHO-COCYAUCTOM XMpyprum uM. A.H. Bakyaesa, MockBa, Poccuiickasa Gepepaums
2 HUW neanaTtpum 1 oxpaHbl 350p0BbsA AeTer HKLL Ne2 OIBHY «PHLX um. akaa. b.B. Metposckoro», Mocksa, Poccuiickas

depepauma

The Route Has Been Rebuilt: How the Pediatrician’s Tactics Are Changing

in the Management of Patients with Williams Syndrome
Viktoria A. Molchanova, Viadlen A. Plotnikov, Aminat S. Magandalieva, Sadig T. Fatullaev

A.N. Bakulev Scientific Center for Cardiovascular Surgery, Moscow, Russian Federation
Pediatrics and Child Health Research Institute in Petrovsky National Research Centre of Surgery, Moscow, Russian Federation

AkTtyanbHOCTb. CrHAPOM Buabsimca (CB) — MHOXeCTBeH-
Hbl BPOXAEHHbIM MOPOK Pa3BUTUS C NMOPaXeHWeM CepPAEYHO-
COCYAUCTON U IHAOKPUHHOM CUCTEM, XapaKTepHbIM GEHOTUMOM,
WHTEANEKTYAAbHOM HEAOCTATOYHOCTBIO M OCOOEHHOCTSIMU NOBe-
AeHus. Yactota 3aboneBaHus coctaBadeT 1 Ha 10 TbiC. HOBO-
pOXAEeHHbIX. MpuunHa — peneummn Aokyca 7q11.23 Ha ANMHHOM
naeye 7-M XpOMOCOMbI C FanAOHEAOCTATOYHOCTLIO FreHa 3AaCTy-
Ha, BbI3bIBAOLLEN COCYAUCTbIE CTEHO3bl. CemerHble GopMbl
MMEIOT ayTOCOMHO-AOMUHAHTHbIN TUM HacAeAOBaHUs. ThaBHas
npuYnHa cMepTHOCTU Npu CB — BPOXAEHHbIE MOPOKK CEPALA.
X1pypruyeckoe AeYeHne orpaHuyMBaeTcs TPaHCAKOMUHAABHON
6annOHHOWM aHruonaactukon (TABAM) ¢ 51% ycnexa, HO Tpeby-
tOLLLEM MOBTOPHbIX BMELIATEAbCTB Y 44% NauneHToB.

Llenb uccaepoBaHUA. [10BbICUTE MHPOPMUPOBAHHOCTb
neavatpos o CB.

MauuneHTbl U meToAbl. M3yyann paHHble GU3MKAABHOTO
obcaepoBaHUs, axokapanorpadumn (3xoKr), KT-aHrnorpaduu,
BEHTPUKyAOrpaduu, aHrmorpadum, MOAEKYAPHO-TEHETUYECKO-
r0 UCCAEAOBaHUA, pekoMeHAauMu neanatpa, odTaAbMOAOra,
reHeTuKa, AeTCKOro Kapauoaora.

Pe3yabtatbl. MauneHTka A., 1 rop, oT 4etBepton bepe-
MEHHOCTU, OTATOLLEHHbIA CEMENHbI aHaMHEe3 Mo CepAEYHO-
cocyaucTbiM 3aboneBaHunaM (oTel, A., 38 AeT, KoapKrauus
aopThbl, onepupoBaH; bpat, 12 AeT, onepupoBaH MO MOBOAY
KOapKTaLWK aopTbl; OT TpeTben bepemMeHHOCTU pebeHOoK B BO3-
pacte 3 MeCc — AeTaAbHbI UCX0A C AMArHO30M: «Koapkrauums
aopThbl, CTEHO3 aopTbi»). Poabl onepaTtuBHble, B Cpok 40 Hea.
Mpu poxaeHun oueHka no wkane APGAR — 7/9 6annoB, macca
Tena — 4,04 kr, anMHa Tena — 52 cm. Ha 3-1 CyT BbICAYLU@H LyM
B cepaue. Mo aaHHbIM IXOKI BbIABAEH BPOXAEHHbIM MOPOK
cepALa: KoapkTauua aopTbl, KAAMaHHbIM CTEHO3 AEro4yHoOM
aptepuun. B Bospacte 1 mec ObIAO MPOBEAEHO MOAEKYASP-
HO-TEHETUYECKOE TeCTUpOBaHWE: OBHapyXeHa MUKPOAEAELMS

B AOKyce 7q11.23 MeTopOM OAYyOpecuUeHTHOM rMbpuansaumm
in situ. C nocaeaytoLeN KOHCYAbTaLMEN reHeTUKa. YCTaHOBAEH
avarHos: «CuHppom Bunbamcar. B 2 mec rocnutaavMsaums
AN Koppekunn: OxoKI nokasana koapKraumioo aopTtbl (rpa-
AMEHT 50 MM pT. CT.), Cy)XEHUE AETOYHbIX apTepui (rpapveHT
cuctonmyeckoro pasaerusa (FCA) — 60-80 mm pT. CT.), Kaa-
naHHbIN CTeHO3 AeroyHon aptepun (MCA — 20-25 MM pr. CT.).
MposeaeHbl TABAI AeroyHbIX apTepuit 1 GanAOHHas BanbBYAO-
NAaCTMKa C NOAOXMTEABHBIM 3ddekTom. B 8 mec nosTtopeHa
TABAI. HacToswas rocnutaam3aumnsa B Bo3pacte 1 rop 1 mec,
AMHa Tena — 74 cm (Z-score 0,54), macca Tena — 9,4 Kkr
(Z-score 0,17). ®u3nKanbHOe 0BCAEAOBAHUE BbISBUAO Xapak-
TepHble yepTbl AMuLa CB: WKMpPOKUA A0D, NAOCKas MepeHoCcH-
ua, LWMPOKUI POT, B3AEPHYTbIA HOC, MOAHbIE LLIEKU WU TyDbl.
AptepuanbHoe paBaeHue — 104/60 Ha pyke, 100/55 Ha Hore,
SpO, — 96%. IxoKI BbIABMAG TUMOMAG3MIO U CTEHO3 AETOUHbIX
apTepuin ¢ rpapMeHTaMmn A0 68 MM PT. CT., HAAKAANAHHOE CyXe-
HWe aopTbl, TMMNOMNAA3UI0 AYTW W NepeLuerika aopTbl, Gpakumsa
Bblbpoca — 60%. MpoBeaeHa NoBTOpHaA OaANOHHAA aHTMO-
nAacTuka.

3akntoueHue. CB TpebyeT paHHEro BbISBAEHUS, pery-
ASIPHOTO HAOAOAEHUS U MYABTUAUCLMMAMHAPHOIO MOAXOAQ
C yyaCTMEM MeAMaTpoOB, KApPAMOAOrOB, FEHETMKOB M APYIuX
CMNELMaNUCTOB AASI CHWXEHUSA pUCKA CEPAEYHOM HeAoCTaTou-
HOCTM M YAYYLLEHWA MPOrHO3a M KauyecTBa XM3HW NaLMeHTOB.
Cneunmodnyeckoro AeYeHus HeT, Tepanus CMMMNTOMaTUyecKas
M KOMMAEKCHas, BKAKOUAS XMPYPTUUECKUE KOPPEKLUKU COCYAU-
CTbIX @HOMaAMI, KOHTPOAb apTEPUAABHOM TMNEPTEH3UU U KOP-
PEKLMIO NCUXMYECKOTO U GUBUYECKOTO Pa3BUTUSA.





