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Axmyanonocms. Cunapom XaHTepa (MyKOMoJIucaxapu-
no3 II tuma, MIIC II) — 3T0 MeTaboauyeckoe 3aboyieBaHuUE,
BBI3BAaHHOE JIE€(PUIIUTOM HJIM OTCYTCTBHEM (epMeHTa UAYpPO-
HaT-2-cynbdarasbl, y4aCTBYIOLIETO B PacUICNJICHUH JBYX TJIMKO-
3amuHorukanoB (IAI') — mepmarancynbdara u renapaHcyiib-
¢ara. lepuut GpepMeHTa MPUBOIUT K HAKOTIJICHUIO MYKOTIOJH-
caxapuioB B oprannsMe. A’ HEeTOKCHYHBI, HO UX HAaKOIUIEHUE B
OpraHu3Me NPUBOAMT K pa3HOOOPa3HBIM MPOrPECCUPYIOIIUM Ha-
pyumenusm. Hacnenosanue cunapoma XaHTepa UMEeT pelieCCrB-
HBIH, CIIETUIEHHBIN ¢ X-XpOMOCOMOM, Xapakrep. [lomymsauonHas
yacrora MIIC II Tuna — 1 pederok Ha 140—156 ThIC. )KUBBIX HO-
BOPOXKIEHHBIX MaJIBIMKOB.

Onucanue kaunuieckoeo cyyas. B nequarpudeckoe otTene-
HHE MOCTYIIIII MaJIBYUK 15 51eT ¢ xanobaMu Ha 3a7ep>KKy IICHXO-
peueBoro pa3BUTHs, HAPYLICHUS [TOBEJCHNUS, TUIIEPAKTUBHOCTD,
OTrpaHHuYEHUE JIBKEHHUH B CycTaBax, TyTOIOABMXHOCTh U Jie-
(opManuio cycTaBoB, XOXKIeHHE HAa HOCOUKax. OTMedanuch Obl-
CTpast yTOMIISIEMOCTb, Xpall BO CHE, CHIDKEHHE ciyXa. B Bo3pac-
Te 5 net ObL1 noctapineH auarno3: Cunapom Xanrepa (MIIC 1I).
[Huarno3 noareepxnaén JJHK-anarnoctukoi, pekoMeH0BaHa mo-
JKHU3HEHHAs (epMEHTO3aMECTUTENbHAS TepaIys MpernaparoM dJa-
mpasa (uaypcynbdasa) B 1o3e 0,5 MI/Kr exeHeneIbHO. BhIsBIeHb!
XapaKTepHbIEe JUIsl TAHHOTO 3a00JIeBaHMs MPU3HaKH. [ apromnmmye-
CKH€ YepThI JIUIA: MaKpoliedaus, BBICTyNAIOIIHE JIOOHBIC OyTphI,
3amaBlIas IEPEeHOCHUIIA, IINPOKO PAacCTaBICHHbIE IT1a3a, KOPOTKUE
HOCOBBIE XO/IbI C BLIBEPHYTHIMU KHAPYXXH HO3APSIMH, IIOJYOTKPbI-
TBIA POT, MAKPOIJIOCCHUS ¥ TUNEPIUIa3us NECEH, YTOIIEHHBIE TY-
Obl; KOpOTKas Iesi, HU3Kas JIMHUS POCTa BOJIOC Ha JIOY, JJIMHHbIE
T'YCTBIe PECHHIBI U OPOBH, KECTKHE, PSAMbIE, CBETIIBIE BOJOCHI;
HeTIpaBUJIbHAsT opMa rPyHON KIETKH; OTCTaBaHUE B POCTE, YKO-
PpOYEHHBIE KOHEUHOCTH, IIUPOKUE JIAIOHH, CTOIIBI; MHOXKECTBEH-
HBII AN30CTO3, TYTOIMMOABMKHOCTL B CyCTaBaX, MOXOAKa «BIICPE-
BAJIKY» M3-32 BO3HUKAIOIINX KOHTPAKTYpP; CUCTOIMYECKUN IIyM
B Cep/lle BCIEICTBUE MOBPEXKICHUS KIIAIIAHOB HAKOIMBIIMMUCS
MYKOIIOJNUCaXapuaaMH.

3axnouenue. B iepBbIe TOABI )KU3HM y A€TEl MOTYT HE Ha-
OnronarhCs MpU3HAKU 3a0oseBaHus. MeToaMu paHHEH AuarHo-
CTHKH SIBJISIETCS MOJIEKYJISIpHO-TeHeTHueckoe uccnenoanue JJHK
Ouortara BOpCHH XOpruoHa Ha 9—11-ii Hexensx 6epeMeHHOCTH, Ha
18-22-i1 Henene BoaMoxkHO onpeneneHne [Al B aMHHOTHYIECKOI
xuIKoCcTH. [TocTeneHHO MPOUCXOANT HAKOIUIEHHE OOIBIIOTO KO-
nuuectsa ['AT, B Bo3pacte 3—8 JieT U cTapiie CHMITOMBI 3a00J1e-
BaHUS HAYMHAIOT MIPOSABIATHCA KIMHUYECKHU. [IpH KOMIUIEKCHOH
OLICHKE COCTOSIHUS 37I0pOBbS IETeH paHHEro BO3pacTa HeoOXou-
Ma HaCTOPOXXEHHOCTH IEMaTPOB VIS AUATHOCTUKU 3TOU PEAKOH
(hOpMBI TaTONIOTHH.



