KAMHWUYecKUM cayyan cuHApoma AHreAbMaHa y AByX cubcoB™

CypaeBa YAbsiHa CepreeBHa, MatsacoBa Oabra MuxainoBHa, MoHaxoBa AHHa ButanbeBHa

HayuHblii pykoBoauTensb: LLlytkoBa Aana KOpbeBHa, K.M.H., AOLEHT

OrB0Y BO «[IpUBOAKCKMIM MCCAEAOBATEABCKMUI MEANLIMHCKUI yHUBEPCHUTET MUH3ApaBa Poccun, HuxHMIM HoBropoa,

Poccuitckas depepaums

AxTyanbHOCTb. CMHAPOM AHreAbMaHa — PEAKOE FeHEeTU-
yeckoe 3aboAeBaHWE C HEMEHAEAMPYIOLMM TUTNIOM HaCAEAO-
BaHUs, XxapakTepuaytolleecsi rpybolt 3apepXKoi NcrUxoMoTop-
HOrO pPa3BUTUSA, CNELUUPUUYECKMMU UIMEHEHUSMU TMOXOAKM,
napoKcM3MamMu HEMOTUBMPOBAHHOIO CMexa, MUKpoLedanmnen,
anuaencuen. Yactota cuHapoma — 1 : 15000 yenoBek. Yalue
Bcero (70%) natonornsi obyCAOBAEHA MUKPOAEAELMEN AAMH-
HOro nAaeya 15- XPOMOCOMbI MaTEPUHCKOIO MPOUCXOXAEHUS,
B 2% — OTLOBCKOM OAHOPOAMTEABCKOM AMCOMMEN. Pepko
(3%) nmeetr mecto myTauusa reHa UBE3A, akcnpeccupyemas
¢ 15- XpOMOCOMbl MATEPUHCKOIO MPOUCXOXAEHUSI U NMPUBO-
ASILLAS K CHUXKEHWUIO aKTUBHOCTH YOUKBUTUH-POTEMHOBOM AWra-
3bl M HAPYLIEHWIO AerpapaLMu 6eAKOB B HEPBHOW cucTeME.
AKTYaAbHOCTb A@HHOTO CMHAPOMA OMPEAEASETCS Pa3BUTUMEM
MHBAAMAM3UPYIOLLEN NATOAOrMM HEPBHOM CUCTEMbI U CAOXHO-
CTbHO KOPPEKLIMK KAMHUUYECKUX NPOSBAEHWI 3a60AEBaHMSA.

LUeab. MpeactaBUTb 0COOEHHOCTU KAMHWUKO-QYHKLMOHAAB-
HOro TEYEHUSI CUHAPOMa AHreAbMaHa y ABYX CMOCOB.

KAuHuueckui cayuai. CtaumoHapHo Habatoparotca 6AM3-
Heubl — MaAbuuK E. n paeBouka B. 2012 r.p. AeTv poAMAUCH
OT yeTBepTOi HepeMEHHOCTH (NepBasi — MEAULIMHCKWUIA abopT,
BTOpas, TPETbS — BbIKWABILIK). AaHHas GepeMeHHOCTb Npo-
Tekana Ha GOHe yrposbl npepbiBaHus B 16 Hea. Poabl nipe-
XAeBpeMeHHble, B 30 Hep, AMXOPUAAbHOM AMAMHUOTUUYECKOM
ABOMHeN. Macca Tena npu poxaeHun aetert — 1500 r, pocTt —
42 cm, APGAR — 6/7 6annoB. COCTOSIHUE MPWU POXAEHUM
TAXENOE 3a CUET TAYOOKOW HE3PEAOCTH, HEAOHOLLEHHOCTH,
TMMOKCUYECKOTO MOPaXXeHWs TOAOBHOrO MO3ra, AbIXaTeAbHbIX
pacctpoictB. Y 060Mx AeTelt Ha MNepBOM TFOAY 3apepxka
NMCUXOMOTOPHOIO Pa3BUTUSA: TOAOBY AeEpXaT C 6 MeC, CUAAT
¢ 10 Mec, XOAAT C NMOAAEPXKOM C 2 AET, CAMOCTOATEAbHASA XOAb-
6a ¢ 3 AeT, cAoBapHas peub ¢ 2 AeT, ppas3oBan peub He $op-
MUpOBanach, 0OLLAIOTCA XEeCcTaMW, KOPMAEHUE Uepe3 30HA.
Y MaAbuMKa MUOKAOHMYECKME NpUCTynbl ¢ 1,5 AeT, y cecTpbl —

c 2,5 AeT. Y 060Mx BAM3HELIOB Ha IAEKTPO3HLEeparorpaMme
(93 anuaenTMdopMHasaA akKTUBHOCTb C BbICOKMM WMHAEKCOM,
npyv MarHWTHO-pe3oHaHcHoM Tomorpadun (MPT) ronoBHOroO
MoO3ra — atpoduyeckre N3MeHEeHU NOCTTMMOKCUUYECKOTO reHe-
3a. Mpu noabope MPOTUBOCYAOPOXHOM Tepanuu y MaAbuuka
KoHByAaekcom, Tpuaentanom, Kennpow 6e3 uetkoro adodekta.
Aanee npu npumeHeHun AenakuHa XpoHocdepa (25 mr/kr)
n Cykcunena (15 Mr/Kr) BO3HUKAO YpEXEHWE MNPUCTYNoB
C MOCAEAyOLLEN peMKuccUeln ¢ Bo3pacTa 6 AeT. Y cecTpbl Ha
doHe npuema AenakuvHa XpoHocdepa, Kennpbl B TEX Xe A03U-
pOBKax MeAMKaMeHTo3Has pemuceuns ¢ 5,5 aneT. OcobeHHOCTH
deHoTMna 0bomx AeTel: XoAabba Ha LUIMPOKO pPacCTaBAEHHbIX
HOrax C COrHyTbIMU B AOKTSIX PyKaMMW, LUATKOCTb MOXOAKM, CTe-
PEOTUMHbIE ABUXEHUS PYK, LLIMPOKUE MEX3YOHbIE MPOMEXYTKH,
pacxoAflleecs Kocornasue, MUKpobpaxuuedanms, NporeHus,
MaKpOCTOMMUS, CMOHTaHHbIE MPUCTYNbI cMexa.

06¢cyxpeHue. C yueToM MPEACTaBAEHHbIX 0COOEHHOCTEN
deHoTMNa B coYeTaHnu C ANUAENTUUYECKUMU NPUCTYNAMM, rpy-
601 3aAEPXKKON NCUXOMOTOPHOIO Pas3BUTUS ObIA NPEANOAOXKEH
CUHAPOM AHrenbMaHa. [poBEAEHO MOAEKYAAPHO-TeHETUYe-
CKOE MCCAeAOBaHMeE. Y MaAbuMKa BbiABAEHA MyTauusl B retepo-
3UrOTHOM COCTOSIHMK B 7-M 3K30He reHa UBE3A, npuBoAsiLlas
K aMWHOKUCAOTHOM 3ameHe p.Glu292GIn, a y cectpbl retepo-
3UroTHaA MyTtauua B 6-M 9k30He reHa UBE3A, npuBoasiias
K 3aMeHe aMWHOKWUCAOTbI p.GIu269GIn. Yka3aHHble MyTaumu
onucaHbl Kak NatoreHHble Npu CUHAPOME AHreAbMaHa.

3aknoueHue. AaHHbIN KAMHUYECKUI CAyYan AEMOHCTPU-
pyeT TUMUYHYHO KAMHWUYECKYHO KapTUHY CMHAPOMa AHrenbMaHa,
NMOATBEPXAEHHYHO MOAEKYAAPHO-TEHETUUYECKUM UCCAEAOBAHU-
eM. KOppeKLMs OTKAOHEHWI MPEACTABAAET OOAbLUME CAOX-
HocTU. OnucaHHbIM MauueHTaMm TpebyroTca MNOoCTOAHHAN
NMPOTUBOCYAOPOXHAsi Tepanusi, HABAtOAEHWE HEBPOAOra, MCH-
XOoTepanesTa, 3aHATUA C AOrOMeAOM-AeDEKTONOrOM. [loaHas
KOPPEKLMA AAHHOIO CUHAPOMA HEBO3MOXHA.

* TloAHYO BEPCHIO CM. B XypHane «[eanarpuueckasn dpapmakonorns». 2023, Ne 1.
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WCKUI NeAuaTpUUeCKUid XXypHaA.
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