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TEYEHUE CUHOPOMANBbHON NMMNOKANbLUUEMUN
Y PEBEHKA NPYOHOIO BO3PACTA

MpsasHoBa A.A., 3ustokuHa K.C., MupoHoBa B.A.

HayuHble pykoBoauTenu: aoueHT B.A. TabonuHa,
poueHT E.A. CapkucsiH

Poccuiricknin HaumoHanbHbIN ccrneaoBaTenbCKuUi
MeauUUHCKuiA yHusepceuteT nmenn H.W. MNMuporosa
Mwun3zgpasa Poccumn, Mockea, Poccus

KnioueBble crnoBa: demu; duazHOCMUKa; 2UnoKabyuemMus;
cuHdpom Bapakama; ducnnasusi noyek; HelipoceHcopHasi
myeaoyxocms

AxTyansHocTh. OTHUM U3 CIIydaeB CHHAPOMAaJbHOU (op-
MBI THITOKaNTbIIeMHH sBisieTcs cuaapoM bapakara (HDR, OMIM
#146255) — 3aboneBanue, 00yCIOBICHHOE MyTalllei B reHe
GATA3, KIMHUYECKH MPOSBIIAIOIIEECS COUCTaHUEM 3 KOMIIOHEH-
ToB: runomnaparupeosa (H), HelipocencopHoii Tyroyxoctu (D),
3aboneBanus nouek (R). Briepsoie cunapom ynomsHyT B 1977 1.
Amin Barakat. B mupoBoii iuteparype ussecto okoio 200 ciy-
yaeB cuaapoma HDR.

Onucanue KIMHHYECKOTo cay4yas. Manpuuk K., ot 2-i1 Ge-
PEeMEHHOCTH, 2-X pofoB. OTAroIeHa MaTepUHCKas IMHUS HacTIea-
CTBEHHOCTH 110 3a00J1eBaHMsAM 1oueK. [Ipu yabpTpa3ByKOBOM CKpH-
HUHIE Ha CPOKe rectaiuu 29 Hej AUarHOCTUPOBaHbI MaJIOBOANE,
JMcIUIa3us noyek. Poauics Ha 39-i Henene recTaiyy, Macca Tena
npu poxaenuu 3560 r, nuHa Tena 51 oM, omeHka 1o mkaine Ar-
rap 8/9 6asnoB. B poaninbHOM JioMe MOITBEPKICHBI TOPOKHU pas-
BUTHSI TI0YEK, CIIPaBa BBIIBICHBI HapylIeHue ciyxa u nro3. Ha 4-e
CYTKH JXU3HH IIepeBeIEH B OTJEIICHHE ITaTOJIOTHH HOBOPOXKIIEH-
HBIX B CBSI3U C aHypHel, azoTemueil (kpeatHuH 401 MKMOJIB/,
MoueBuHa 14,0 MKMOJIB/J), YTO paCLIEHEHO KaK OCTPOE MOBPEKIC-
HUe nouek Ha (pone ux rumnorviazuu. CocrosHue pedbEHka ctadu-
JM3UPOBAHO KOPPEKLUEH IEKTPOIUTHBIX HApyLIEHUH pacTBoOpa-
MM IJIFOKO3BI ¥ COJIEH B CYTOYHBIX HOTpeGHOCTﬂX, BBIINIKMCAH U3 CTa-
1oHapa. B Bo3pacre 1,5 Mec rocnuTaIu3upoBaH ¢ CyA0pOraMHu.
JlaboparopHo oT™Medanuch: runokanbiuueMus (1,32 Mmmons/n), ru-
nepdocdaremust (2,69 MMOIIB/JT), CHIDKEHHE YPOBHEH aparrop-
MoHa (7,8 nr/mu). Hapacratoiasi THITOKaIbIIEMHUs TOTpeOoBa-
na BBeJeHHs Kanblus nirokoHara 1000 Mr/cyT ¢ mociieiyromum
YMEHBIIIEHUEM J03bI U MIEPEBOIOM Ha NPUEM BHYTPb U OTMEHOM
nocne koppexkunu. Hanuuue tpuager HDR aprymentuposaino
MOJICKYJISIPHO-T€HETHYECKOE UCCIIEIOBAHUE JUIS IOATBEPKIACHUS
cuaapoMa bapaxkara, Oblyla BBISIBIICHA TE€TEPO3UTOTHAS MYTAIHs
(HG38, chr10:8069501G>T, ¢.953G>T), npuBoasIias K aMHHO-
kucnotHoi 3amene p.(Cys318Phe). B HacTosiiee BpemMsi Maibuu-
Ky 1 rox. On HaOmonaeTcs y Hedpoiora, SHIOKPUHOJIOTa U CYyp-
Joinora. OTMedaroTcs 3a/iep>Kka HEpBHO-IICUXUYIECKOIO Pa3BUTHS,
IIPOrPECCUPOBAHUE ITO3a U TYTOYXOCTH C Pa3BUTHEM JBYCTOPOH-
Hero nopaxeHus. Kpome Toro, oTMeuaeTcs peuIuBUpYIOIIee Te-
YyeHHEe MHOEKIUI MOYCBBIBOSIIMNX My TEH.

IpakTuyeckas 3HaunMocThb. [Ipu nozgHem nebrote rumo-
KaJIbIIUEMHHU B COUCTAaHUU C HU3KUM YPOBHEM ITapaTroOpMoOHa, 1o-
pokaMu pa3BUTHSA (IVIyXOTa, AUCMOPQH3M JIMIA) B IIEPBYIO OYe-
pens creayeT UCKITIoYaTh CHHAPOMAITbHEIE (JOPMBI THUIIONIapaTHpe-
03a. COBMECTHO C YCTaHOBJICHUEM THOJIOTUH THITOKATBIIHEMHUN
clleflyeT HauMHATh He3aMEeIIUTENbHYI0 3aMECTUTEIbHYIO Tepa-
IO IperapaTaMy KaJbIus ¢ LENbl0 NPOQMIAKTUKH Pa3BUTHS
OCTPBIX COCTOSTHUH.



