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Knoyessle criosa: eeHemuyeckasi namosoausi, 0emu,
cuHOpom BudemaHa—LlImelHepa

Axmyansrnocme. Cunapom Bunemana—Illtelinepa — penkoe re-
HETHYeCKoe 3a00JIeBaHNe, MPOSBIIIONICECs 3aICPKKOH Pa3BUTHS,
HHU3KOPOCIIOCTBIO, TIOPOKAMU Pa3BUTHSA BHYTPEHHUX OPraHOB U Ha-
PYLICHUEM 3pEHUSL.

Onucanue KIMHNYeCKOro ciayyas. [Tamuent, 10 ner, sxano0bt
Ha HHU3KUI POCT, HapyIIeHWEe MPOU3HOIICHHUS CIIOB, OrPaHUYCHHBIN
clIoBapHBIi 3amac. Pe6EHOK poxmics oT 2-if 6epeMEHHOCTH, CpoU-
HBIX POJIOB, CTapIIuii CbiH — 370poB. Ha 1-M romy >ku3Hu BbIsBIIE-
Ha BBIpaKEHHAs 3a/Iep)KKa (PH3NIECKOr0, MOTOPHOTO U PEUEeBOTO pas-
BHTHSI, BPOXKIEHHBIA MTOPOK pa3BuTHs nouek (L-oOpasznas mouka) u
cepaua (IBycTBOpUaThlil KinanaH aoptel). IIpy ocmoTpe obGpaiator
Ha ce0si BHUMaHHEe 0COOCHHOCTH (peHOTHIA: HHU3KOPOCIOCTh (POCT
124 cm, macca tena 22,9 xr, SDS pocta —2,05 curmbl, HHAEKC MacChl
tena 14,9 kr/m?), HU3KH 1100, ABYCTOPOHHHH NTO3 BEK, IHIIEPTENO-
PH3M, 3MUKAHT, TOTHYEeCKoe HEOO, OPaXMIAAKTUINS KUCTEH C MHUpO-
KHUM 1-M masbIieM, THIIEPTPUXO03 PYK U HOT, Tpe3yOell, caHaneBu/I-
Has 1IeJb, TIOCKO-BalbIyCcHas ycTaHoBKa cton. Kapuotum 46, XY.
KoctHblit Bo3pacT cooTBeTcTBYET 8—9 rogam. [opMoHaIbHBII TPOYUITH
(YpOBEHB THPEOUTHEIX, TTOIIOBEIX TOPMOHOB, MIPOJIAKTHHA, HHCYITHHO-
nono6uoro ¢akropa pocra 1, kiodenuHoBas Ipoda — B mpezaenax
pedepencHbIX 3HaueHnil). [Ipn HeppocuuHTUTpadUH ONpeIeIICHB
JIaHHbIE, yKA3bIBAIOIINE HA XPOHHUIECKYIO OO0NE3Hb MOYeK 2 CTEHEeHH.
IIpu ocmoTpe odransMoiora BEISIBICH CIOXKHBIA THIIEPMETPOIIHYE-
ckuit acturmarmsm OU. IIpu mpoBeieHrn MOJIEKyISIPHO-TeHeTHIECKO-
IO UCCIIeA0BaHUs (CEKBEHUPOBaHNE KIMHUUECKOTO 3K30Ma, TIOJIHOTe-
Homuoe cekennposanune JIHK, cekBennposanne no Canrepy) ycra-
HOBJICH AaTOTEHHbIH BapuaHT B reHe KMT2A, acconuupoBaHHbBIH ¢
passutiem cunapoma Bunemana—IlIraitnepa (OMIM 605130) B rete-
PO3UTOTHOM COCTOSIHHH, TUTI HACIEIOBAHNS: JOMUHAHTHBIH, de novo;
y ponuteseit npobdana N3MEHEHH T HyKJISOTHIHOM MOCIIeI0BaTeIbHO-
ctH He 0OHapykeHo. [narno3: cunapom Bunemana—Illraiinepa (3a-
Jep’KKa MHTEIIEKTya bHOTO U PEUEBOTO PAa3BUTHUSI, HU3KOPOCIOCTb,
BPOXKIEHHBIN TOPOK Pa3BUTHSI ITOYEK, CEP/IIA, THIIEPMETPOITIYECKUH
ACTUTMaTH3M, TIJIOCKOBAIBIyCHAs YCTAHOBKA CTOII).

3axnouenue. IlpencTaBieHHbI KIMHUYECKUN cliydail pelkoro
reHeTndeckoro cuaapoma Bunemana—IllTelinepa, pa3Busmerocs B
pe3ynbrate MyTaluu de novo, AeMOHCTPUPYET KIMHUYECKHE 0COOCH-
HOCTH, IPOSIBIISIONINECS] HU3KOPOCIOCTHIO, HAPYIIEHHEM Pa3BUTHS,
TIOPOKAMH PA3BUTHS MOYEK U CEpAla, HapyLIIEHHEM 3PEHUsI, MHOXe-
CTBEHHBIMH CTUTMaMH JN33MOpHOTeHe3a.



