Short Report

KpaTtkue cooblieHusn

KAMHUueckum Cquaﬁ KOMﬂayHA-reTep03Mr0THOI7I TUPO3IUHEMUH

la TMNna

Kynarun AnekcaHap CepreeBuu, N'yceB AaHuun BaapumupoBuu, N'yceBa EkatepuHa BrapumupoBHa

HayuHbiii pykoBoauTenb: NapuHa Ato60Bb EBreHbeBHa, K.M.H., AOLEHT

®rAQy BO PHUMY um. H.U. MuporoBa MunHsppasa Poccun, MockBa, Poccuiickan ®epepaums
IBY3 «Mopo3oBckasi AeTCKasa ropoackan kAnHudeckas 6oabHMua A3M», Mocksa, Poccuiickas deaepaumsa

AKTyaAbHOCTb. TMPO3MHEMUSA la TMNa — peakass HacAeA-
CTBEHHaA amMWHOaLMAONaTUs, CBA3aHHas C HapyleHWeMm
MeTaboAM3mMa TUPO3MHA, C ayTOCOMHO-PELECCUBHBIM TUMOM
HaCAEAOBaAHWUSA, XapaKTePU3YIOLWAACSa OCTPbIM TeYeHUEM
C pa3BWUTMEM MOPAXEHWW MNeyeHW, NOoYeK, HEepPBHOW CcucTe-
Mbl M CUCTEMbI remocTta3a. Yactora BcTpeyaemoctn — 1 Ha
100000-120000 HOBOPOXAEHHBbIX.

Llenb. AeMOHCTPaALIMA KAMHUYECKOTO CAyYast TMPO3UHEMUHK
la TMNa y AeBOYKK 5 AeT.

KanHuueckum cayuan. Aesouka A., 3 mec, ¢ xarobamu
Ha AMXOpaAKy, HecrnokoncTBO U AMapeto pocTaBaeHa B ATKB
M. bawnsesoit. Mpy NOCTYNAGHWU: acumT, BbipaXXeHHOoe Hapy-
LUeHNe CBepPTbIBAEMOCTU KPOBWM W MPU3HAKKM NEpPUNopTanb-
Horo ¢nbposa. PebeHOK nepeBeAeH B OTAEAEHWE peaHWMa-
UMW U MHTEHCUBHOM Tepanuu (OPUT) B TAXEAOM COCTOSIHWM,
BbI3BAHHOM UHTOKCHKaLMEN U NeYEHOUYHOM HEAOCTATOYHOCTbIO,
KOTOpasi NPOABASAAChH acCUWUTOM, TSXKEAOW TUMOrAMKEMMUEN,
runokoaryasiunen, runoanbbymmHemmnen. AnddepeHumanbHas
AMArHOCTMKa NPOBOAMAACH C reHepaAnM30BaHHbIM UHPEKLMOH-
HbIM MPOLECCOM, HAaCAEACTBEHHbIMW OBMEHHbIMKW 3aboneBa-
HUSAIMW U TeyeHnem deTaAbHOro renatura.

06¢cyxaeHue. B OPUT npoBoarAach Tepanus: MHOY3UOH-
HO-KOppUrMpyowas, aHTMbakTepuaabHble npenaparbl, UMMy-
HOMAOBYAUHBI, TPaHCOY3UWM anbbyMUHa, MAA3MOTPaAHCOY3UK,
AVYPETUKK, renaTonpoTEKTOPbI, BUTAMUHbI. JHTEPAAbHOE MUTa-
HWe cMecbto. poBEeAEH KOHCUAMYM C peLleHUEM WCKAKUYMUTb
HacAeACTBEHHble B60oAe3HM 0OMeHa. BbIMOAHEHbI aHaAM3 Kpo-
BW MpWM MNMOMOLUM TaHAEMHOM Macc-cnektpometpun (TMC),
aHaAM3 MOYM Ha opraHuyeckue Kucaotbl, MLP Ha Bupycol.

Pesynbtatl TMC — nOBbIWEHWE KOHUEHTPaUMKU METUMOHUHA,
TUPO3WMHA W CyKUMHUAALETOHa. B Moye ypoBeHb CyKUMHUAALE-
TOHa A0 28 MMOAbL/A. Ha 0CHOBaHUWM aHaMHECTUUYECKMX U BUO-
XUMWYECKUX AAHHbBIX AUArHO3 «TUPO3UHEMMUS, TUN la» MOATBEPX-
AeH. BbinonHeHa AHK-anarHoctuka, B reHe FAH obHapyxeHo
2 MyTaumu B KOMMayHA-reTepO3UIrOTHOM COCTOSIHUK. 3a Bpems
rocnuTaAnn3aumm OTMEYaAUChb COXPaHALWANACcA rMnokoaryas-
uMA, aHeMUYecKUi CMHAPOM, HapacTtarouwasa TpombouuTone-
HUSA, MPOTEUHYPUSA, IPUTPOLUTYPUSA, CUHAPOM XoAecTasa. [pu
npoBeaeHuu MLP obHapyXeH LMToMeranoB1pyc B Matepuanax
KPOBM, MOUM U CAKOHbI. PebeHok nepeBepeH B MOpPO30BCKyHO
ATKB B LIeHTp opdaHHbIX U APYIUX PEAKMX 3a00AeBaHU AAA
AAAbHEWNLIEro AeyeHus. MHMUMMpoBaHa Tepanua npenapaTtom
HWTU3WHOH, Ha3HaYeHa HU3KOOeAKoBast AMeTa C NPUMEHEHWEM
cmecn TYR Anamix Infant. Tepanuio nepeHoCUT YyAOBAETBOPU-
TeAbHO. Ha ¢oHe Tepanuu oTMevyanacb MOAOXMTEAbHAA AUHa-
MWKa, KynupoBaHbl aHEMWYECKUI CHHAPOM, TMMOTAUKEMMUS,
rMnoanbbyMuHemMUs, koaryronatus. Pe6eHOK BKAIOUEH B peru-
OHaAbHbI cerMeHT PepepanbHOro perncTpa AuL, CTPaAaRLLIMX
opdaHHbIMU 3a60AEBAHWAMM, U BbINMCAH AOMOM MOA HabAto-
AEHWe neapnaTpa, HEBPOAOra, reHeTuKa, racTpO3HTEPOAOra,
rematonora, Hedponora M opTonepa Mo MeCTy XWUTEAbCTBA.
MpoaonxaeT Kaxable 6 Mec HabAaoaaTbes B MOPO30BCKOM
AIKB 1 noayyatb Tepanuto.

3akaoueHue. MpeACTaBAEHHbIN CAyYal NokasblBaeT Bax-
HOCTb pPaHHEro HeoHaTaAbHOrO CKpWHWHra. CBOeBpeMeHHOoe
BbISIBAEHWE U HauyaAO A€YEHWSI AQHHOM MaToOAOTMU MO3BOAWMAO
6bl M36EXaTb CTOAb TAXXEAOTO TeYEHUS 3a60AEBAHNUA U CHU3WUTb
PUCK pa3BUTUA HeobpaTUMbIX HaPYLIEHW.





