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CuHapom lMupcoHa (CIM) — peakoe (okono 150 cayyaeB BO
BCEM MWpPE) MYABTUCUCTEMHOE 3abOoAeBaHWe, B OCHOBE KOTO-
POro Aexat KpynHomacluTabHble Aeneunr MUTOXOHAPUAABHOM
AHK (MTAHK) ¢ nocaeaytolimmmn pedektamm OKUCAUTEABHOTO
dochopmAMpoBaHUA. XapaKTepHbl TPaHCHY3MOHHO-3aBUCUMAS
aHemMuA, NaHUMTONEeHWs, MPOrpeccupoBaHue CUMMNTOMATUKK
C BOBAEYEHUEM Pa3AMUYHbBIX OPraHOB U CUCTEM.

AKTyanbHOCTb. YuuUTbiBasi MHOroobpasne KAMHUYECKUX
$EHOTUMNOB, UX AMHaMWYECKOE WM3MEHEHWE MO XOAY TeyeHus
3aboneBaHMSA, LUIMPOKMIM CNEKTP OCAOXKHEHWI, OTCYTCTBUE CMELM-
dUYECKOro AeYeHUa U daTanbHbIA MPOrHO3, NeauaTpbl AOAXKHbI
6bITb OCBEAOMAEHbI 0 MposBAeHUsIX Cll, MOCKOAbKY paHHASA
AMAarHoCTMKa MMeeT pellatollee 3HavyeHWe AAA ONTUMU3aLuu
MOHWTOPUHIA U yX0AQ, MOABOPa CUMMTOMATUYECKOW Tepanuu.

LeAb. AeMOHCTpaLmMa TPYAHOCTU AMArHOCTUYECKOTO NOUCKa
y pebeHka ¢ pedpakTepHOM aHeMMel U NPOrpeccUpyronm
NOAMOPraHHbIM MOPaXeHUeM.

KAuHuueckuit cayuan. Manbunk WM., 3 ropa. Ha nep-
BOM TOAy XW3HW nepeHec 13 remoTtpaHcohy3ui Mo noBOAY
TAXKEAOW aHeMWM, COYeTatoLencs ¢ TPOMOOUWTO- U HEWTPOo-
nexHven. AuddepeHumanbHasg AMarHOCTMKa MNPOBOAMAACH
C OHKOremaToAOrMYecKUMU 3ab0oAeBaHWUAMM, BUPYC-accoLmu-
POBaHHOW U BPOXAEHHOW UMMYHHbBIMUW LIMTONEHUAMU, aHEMUEN
AaiMoHAa - BaskdaHa, HaCAEACTBEHHBIMW 3PUTPONATUSIMMU,
6one3HAMKU 0OMEHA BELLECTB — AAHHbIE MATOAOTMKU BbIAV UCKAIO-
yeHbl. B Bo3pacte 1 ropa oTMeyeH naTTepH: pedpakrepHas
TpaHCOHY3NOHHO-3aBUCHMAsA aHEeMUS, KOAbLEBble CUAEPOOAa-
CTbl B MWeArorpamme, AUGOY3HblE U3MEHEHUSA MNapeHXUMbI
nopxeAayaouHon xenesbl (MXK). 3anopo3peH CI1, NOATBEPXAEH
reHetnyecku: peneuma MTAHK (deld977) B reteponaasmaru-
YECKOM COCTOAHMU. YCTaHOBAEH AMarHos: «CMHAPOM [lnpcoHa,
MOHOCOMUSI 7-1 XPOMOCOMbI, BTOPUYHbLIA MWEAOAUCTIAACTH-
Yyeckuin cuHApom». TpoBoAMAACE MeTaboAMyeckasi Tepanus:
L-KapHUTUH, KO3H3UM Q,,, BUTamUHBbI E, Bg, Bgy. M3-3a BbiCOKO-
r0 pucka MaAUrHU3auuu BBEAEHWE KOAOHWECTUMYAUPYHOLLIMX

$aKTopoB NpPOTMBOMNOKa3aHo. B 3 ropa pebeHOK nocTynua
B MAIKB ¢ xanobamu Ha BSINOCTb, OABILLKY, AMXOPAAKY AO
40 °C. CocTosiHie KpaWHe TAXENOe 3a CHET AEKOMMEHCUPOBaH-
HOro AakTaTauuapo3a, rocnuraaManpoBaH B OPUT ¢ metaboau-
YECKMM KPU3OM, AbIXaTEABHOM HEAOCTATOYHOCTBIO 2-I CTEMEHMW.
OTpuuaTtenbHas AMHaMUKa: Nporpeccupyrowas MakpoLutapHas
aHeMus, NMaHUMTOMEHWA, TUMNOHATPU- U TUNOKAAMEMMUS, CTOW-
Kas rMNepraukemMus. YCTaHOBAEH AEO6HOT WMHCYAMH3aBUMCHUMOTO
caxapHoro pAvabeTta, NPOBOAMAACH MHCYAMHOTEpPaNnua. Ha 4-e cyt
COCTOAIHWE MPOrPECCUBHO YXYALLIAAOCb, MO A@HHBIM PEHTIEHO-
rpadun BbIABAEHbI NPU3HAKK OTEKA AETKUX, CTOMKAA CKAOHHOCTb
K TUNOTOHUK, HE MOAAAIOLLIEMCA CTabUAU3ALMU NPU UHOTPOMHOM
NOAAEPXKKE apApeHaAMHOM. HECMOTPSA Ha NPOBOAMMYIO TEpPaNUIO,
Ha dOHe nporpeccupytollen pecatypauun u BpapvapuUTMmm
pa3BMAaCb acWUCTOAMA, PeaHWMaLMOHHblE MeponpuaTua 6e3
adodekTa. KoHctatMpoBaHa BroAorMyeckasn cMepTb.
06¢cyxaeHue. Cl yalle Bcero MaHMbecTMpyeT B Bo3pacTe
AO 1 ropa C KOCTHOMO3rOBOM HEAOCTAaTOYHOCTW, UTO TpebyeT
AbdepeHLManbHOM AMarHOCTUKKM C LUMPOKUM CMEKTPOM remMa-
TOAOTMYECKUX 3aboneBaHui. Mpu HabAoAeHMU caepyeT obpa-
TUTb BHUMaHWE Ha HapacTatolLme NaHUUTONEHUIO, NOAUOPraH-
Hble NMopaXeHus, AaKTataumMA03, YTO MO3BOAAET NMPEANOAOXUTb
MWTOXOHAPMaAbHOe 3aboneBaHue. CyllecTByOT AMArHOCTW-
yeckne Kputepuu CI1, y paHHOro pebeHka NpuUCyTCTBOBAAM
3 60oAbLIKX (pedpaKTepHas aHEMMS, AaKTaTaLMAO03, Neperpys-
Ka XeAe3oM) U 4 MaAbIx (renatomeraaus, CnAeHOMeraAmns, Auc-
dYyHKUMA TDK, SHAOKPUHHbBIE HapYLLUEHUS) KPUTEPHS.
3akAatoueHue. BoisiBAeHMe U HabatopeHWe naupeHToB ¢ Cll
NPEACTaBAAET 3HAUMTEAbHbIE TPYAHOCTU M3-3a PEAKOCTU, HEAO-
CTaTOYHOr0 KOAMYECTBA A@HHbIX O PaLMOHAAbHbIX aArOpUTMax
AWA@rHoCTMKK U Tepanuu. MpumeHeHue kputepues CIM Moxet
CcTaTb BaXHbIM AMArHOCTUYECKUM WMHCTPYMEHTOM AAS Bpauyem.
Cneundryeckoro Ae4YeHnss He CyLLEeCTBYET, UCXOA HEU3MEHHO
AETaAbHbIM, OAHAKO B HacTosllee Bpems paspabarbiBatoTcs
MOAEKYASIPHO-TEHETUYECKME CMOCOOLI Tepanumu.



