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AKTyanbHOCTb. HacneacTBEHHble 3ab0AEBaHUSI xapak-
TEPU3YIOTCS  LLIMPOKOM BapuabeAbHOCTbIO TAXECTU KAMHWYE-
CKOWM KapTUHbI, cneumdUUYecknum coyeTaHneM MHOXECTBEHHbIX
BPOXAEHHbIX MOPOKOB pa3suTusa (MBIP), a B HEKOTOPbIX CAyYa-
AX U METaBOAUUECKNX HapYLLEHWI. AR obecneueHnst kauecTa
MEAMLMHCKON MOMOLUM Ype3BblYaMHO aKTyaAbHbl CBOEBpeE-
MEHHas AMarHoCTMKa, MapLupyTM3auusa nauueHta, KOMMneTeH-
UMSE MYABTUAMCUMNAMHAPHOW KOMaHAbI CNeLMaAUCTOB.

Leab. [MpeaCTaBUTb KAMHUYECKYKD XapaKTEpPUCTUKY, OCO-
6EHHOCTU AMArHOCTUKM U MOAXOAbI K KOMMAEKCHOMY A€UEHMIO
PEAKOrO HAaCAEACTBEHHOIO 3aboneBaHUsA — CMHAPOMA CMuTa —
Neman - Onumua (CAOC).

KAMHWYecKui cayuyan. MaupeHT MocTynuA B cTaumMoHap
B Bo3pacte 1 ropa AA MAQHOBOM YpaHOMAACTUKU. DeHoTun
xapaktepeH ans CAOC: AyHooOpasHOEe AMLIO, PETPOrHaTus,
nT03, 3anaBlias nepeHoCcHUua, HU3KOMOCAXEHHbIE YLK,
MWKPOTHaTUA, MOAMAAKTUAUSE (6-e mnanblbl 06eux Kucten),
MATKOTKAHHaA CUHAAKTUAMA (2-3-ro naAbueB obeux crton),
ABYCTOPOHHWUI aBAOMMHAABHBIN KPUMNTOPXM3M, MUKPOMEHMC,
YAEHO-MOLLOHOYHaA runocnaausi, AedekT TKaHew KpecTuoBO-
KOMUMKOBOM 06AACTU, MWKPOTAOCCUSI, PaCLUEAMHA MSITKOro
Heba. CocTosiHME TAXEAOe, FMMEPTOHYC KOHEUYHOCTEN, FOAOBY
YAEPXKMBAET HECKOABKO CEKYHA, HE MNepeBOpayunBaEeTcs, He
CUAMT, B3rAAA OUKCUPYET, KOPMAEHUE YepPe3 30HA, CPbIrnBa-
HUS1 BOBPEMS U MOCAE KOPMAEHWI. MOAKOXHO-XMPOBOM CAOK
Pas3BWUT HEAOCTATOUYHO, XPOHUUECKAn BEAKOBO-9HEPreTUUeCKas
HEAOCTaTOUYHOCTb (AEPULMUT Macchbl Tena 3-i CTEMEHU TsxXe-
CcTH, z-score = -5,37), Mukpouedarnsi (OKPYXHOCTb FOAOBbI —
48 cM), 3aAepXKa MCUXMYECKOro pPasBuTUA. lpeHaTaAbHbIlM
CKPUHUHT (30 Hep BepeMeHHOCTU): 3apepXkKa pPocTa BHYTPU-
yTpobHOro pebeHka, BEPXHAS MOAMAAKTUAUS, ABOWCTBEHHbIE
reHuTannn. MeAMKO-TEHETUUYECKOE KOHCYALTUPOBAHWE: CUH-
ApoMm Cmuta - Aeman - Onuua, kapuotun 46XY. B cbiBOpoTKe
KpOBM OOHapyxeHa runoxonectepuHemus (1,05 MMOAb/A),

rMNepraukemMust (6,5 MMOAb/A), TUNONPOTEMHEMUSA (06LLMIA
6enok — 50 r/A), runeptpaHcamuHasemus (AcT — 89 EA/A,
AAT — 73 EA/A). Tpu yAbTPaA3BYKOBOM UCCAEAOBaHWKW MaTka,
ANYHUKU U/UAU MUKKM He OoBHapyXeHbl. Y mauueHTa vacTble
OPW, CUHAPOM XPOHMYECKOW acnupauuu; Nocre AAUTEAbBHOM
npeAonepaumMoHHON MOATOTOBKM (Y4aCTUYHOE NapeHTepanb-
HOe nuTaHue, KOMOUHWPOBAHHAsA aHTMOaKTEpUanbHas Tepa-
nus, arAMapvHoOBas AMeETa, YPCOAE30KCHMXOAEBAA KWUCAOTA)
YCNELIHO BbINOAHEHA KOPPEKLMA AedekTa MArkoro Heba.
MocAaeonepaunoHHblii Nepuos npotekan 6e3 OCAOXHEHWH.
PebeHok HabAtopaeTcsi BPAuYOM-yPOAOroM PecnybAnKaHCKoro
LEHTPa AETCKOW yponornn. OpraHn3oBaHo HabAOAEHWE nauu-
€HTa B 06AaCTHOM LIEHTPE PaHHEro BMeLLATEAbCTBA.

06cyxpeHne. CAOC — ayTOCOMHO-PELIECCUBHOE HACAEA-
cTBeHHoe 3aboaeBaHue (vactota 1 : 30000). PasanuHble
BapuaHtbl MyTauuu reHa DHCR7 06ycAOBAMBAOT AeOULMT
AKTUBHOCTU 7-AETMAPOXOAECTEPUH PEAYKTa3bl, M, Kak CAeA-
CTBME, BO3HUKAET HEAOCTATOK 3HAOTEHHOIO XOAECTEPUHA, KOTO-
pbIit 3anyckaeT HeobpaTUMbIM Kackaa NatodU3MOAOTMUECKMX
peakuMi Ha KAeToYHOM ypoBHe. MBIIP B coueTaHuu ¢ rmnoxo-
AecTepUHEMMEN MOXET ykasbiBaTb Ha CAOC, AnarHo3 Kotoporo
NMOATBEPXKAAETCA NPU MEAMKO-TEHETUUYECKOM KOHCYABTMPOBA-
HUKU. ToAMOpraHHas AMCOYHKUMS, UHOEKLMOHHbBIE OCAOXHE-
HUA — MapKepbl BO3MOXHOIo HebAaaronpuatHoro ncxoaa CAOC.

3aknoueHue. Hannune y pebenka MBIP, anamopduit
B COYETAHUU C TMMOXONECTEPUHEMMEN — OCHOBAHME AN BEPU-
dukaumm CNOC. CBoeBpemMeHHas ypaHornAacTvka, dapmMako-
1 AMEeTOTEpanMA MOTyT pacCMaTpuBaTbCs B Ka4yecTBe IAEMEH-
TOB nporpammbl peabuamtaunm aeteit co CAOC. AKTyanbHa
WHOOPMUPOBAHHOCTb M HACTOPOXEHHOCTb Bpayen-neAuaTpos,
HEOHATOAOIOB WM APYIMX CNELMAAUCTOB NPW ONPeAeAeHUU MpU-
OPUTETOB MapLLIPyTU3aLMK NALUUEHTOB C FTEHETUUECKUMU 3ab0-
AeBaHUsIMKU, 0BecrneyeHnn MYABTUAMCLIMIAMHAPHOTO MOAXOAA
B BepaeHUn petent co CAOC.





