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CINYYAN MPOTEACOMHOIO 3ABONEBAHUA
Y PEBGEHKA 9 NET

BatuyaeBa T.M., OBakumsH [.B.

HayuHble pykoBoautenu: goueHTt O.U. NymeH1oK,
npod. KO.B. YepHeHKOB

CapaTtoBCKkuii rocyAapCTBEHHbIN MEAULIMHCKUI YHUBEPCUTET
umeHn B.N. Pasymosckoro, Capatos, Poccus

KnroueBble cnoBa: demu; npomeacomHbie 3abonieeaHusi;
rnonHo2eHoMHoe cekseHuposaHue [JHK; cybghebpunbHocmb;
OuasHocmuka

AkTyaabsHocTb. [IpoTeacomubie 60s1€3HN — HOBBIH Kiacce
ayTOBOCHAJIMTENBHBIX 3200I€BaHII, OTHOCIIINXCS K HHTEphEpO-
HOTIATHSIM ¥ BEI3BAaHHBIX MTATOT€HHBIM BapruaHTOM B rene PSMB4.

Onncanue kIMHIYecKoro ciay4as. bormsnas C., 9 net. XKaio-
OBl Ha HEMEPEHOCUMOCTH Kapbl M XOJIOa, MOCTOSHHYIO 3510KOCTb,
YTOMJIIEMOCTb, 3aTPYIHEHUs] IIPU NOABEME 110 JIECTHUIIE, IPHUCEa-
HUSIX, OBICTPYIO YTOMJIAEMOCTB IIPH XOIIb0€, BEIPaKEHHBIE OOJIH B KO-
JICHHBIX CycTaBax (0COOCHHO MpH Jxopazke), uacteie OPBU, da-
PYHTOTOH3WIIIATHI C TIOMBEMOM TemIieparypbl Tena 10 38°C B Teue-
Hue 10-12 nHeit (0coOSHHO B JIeTHEE BpeMsl), IEPHUOJIBI JTTUTEIILHOTO
cyodedprmtera 10 37,2°C, yBeIU4eHUE MEYCHH, TIOBBILICHHE aK-
THUBHOCTH TPaHCAMUHA3, CYyXOCTh U 3yJl KOJKHBIX IIOKPOBOB. YKa3aH-
HBIE XKa00bl 0TMeYaroTcs ¢ 1-ro rofa >xu3Hu. bonbHas OblIa HEox-
HOKpAaTHO 00CJIeIOBaHa B Pa3MYHbIX CTAlOHAPAaX, JIAHHBIX 32 MH-
(eKIMOHHBIE  OHKOT€MaTOJIOTHIECKUE 3a00IeBaHMSI HE BBISBICHO.
PerynsapHo nomy4aer Kypchl aHTHOMOTHKOTEPAITHH C KPAaTKOBPEMEH-
HbIM 3¢ dexrom. Co 2-ro roza Ku3HU OECIIOKOAT 60U B KOJIEHHBIX
CycTaBaxX W MKPOHOXHBIX MBILILAX, YaCThIe aTO3HBIE CTOMATHUTBHI,
(baprHTOTOH3WLTHTHL. HacencTBEeHHbI aHaMHe3 OTATOLIEH: y Ma-
Tepu U crapitero Opara (18 yier) yacTeie nepuossl cyoheopruTe-
Ta ¢ OOJSIMH B TPYIHOH KIIETKE, MOBBIIICHHON YCTaJIOCTH C TTOBBILIE-
Hue ypoBHs C-peakruHoro 6enka (CPB) o 9 EJl, COD mo 20 mm/4
6e3 BUIUMBIX 04aroB MHGpeKmy. Ou3ndeckoe 1 YMCTBEHHOE pas-
BUTHE IPpo0aHia COOTBETCTBYET BO3pacTy. B obIeM aHammze kpo-
Bu: remorioouH 90 r/i, COD 18 MMm/4, B OMOXHMHYECKOM aHAJIH-
3€ KPOBH: CHIDKEHHE YPOBHSI (heppUTHHA J10 4,2 HI/MJI, IOBBILIICHUE
CPb 1o 8 E/l. ITpu Y3 opraHoB OproIIHO# MOJIOCTH BbISBIICHA Te-
narociieHoMeranust. I1o TaHHBIM HOJTHOT€HOMHOTO CEKBEHHPOBa-
Hus JJHK oOHapy»keH paHee He ONUCaHHBIN B JINTEpaType BapUaHT
(chr6:2.32858102G>A, NM_002800.5:¢.358G>A) B rerepo3uror-
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HOM COCTOSIHUH B 4-M 3K30HE U3 6 3K30HOB reHa PSMBY, koTopbIid
TIPUBOIUT K AMUHOKHUCIIOTHOM 3amene p. (Vall20lle) ¢ rmyOunoM mo-
KpbITHA 29x. [eTepo3uroTHeie BapuaHThl B rene PSMBY onvcaHbl
y GOJBHBIX C IPOTEACOM-aCCOLMMPOBAHHBIM ayTOBOCIATUTEIBHBIM
cunzipomoM 6 (OMIM #620796) ¢ ayToOCOMHO-OMHUHAHTHBIM THIIOM
HACIICIOBaHHs1. AHAIOTUYHBII IATOTCHHBIA BAPHAHT BBISBIICH Y Ma-
Tepu 1 Opara OOTBHOM.

IIpakTHyeckasi 3HAYUMOCTb. [IpencTaBineHHbIN KIMHIYE-
CKHH CITy4ail XapaKkTepu3yeTcs JIUTeIbHBIM aHaMHE30M, TTOJI0XKHU-
TEJNbHBIM CEMEHHBIM aHaMHE30M, KIIMHUYCCKHUM HOJ'II/IMOp(l)I/l?)MOM
U paHee He ONMCAaHHBIM MTATOTeHHBIM BAPHMAHTOM B IT'€HE, OTBET-
CTBEHHOM 32 pa3BUTHE [IPOTEACOMHOTO 3a00JI€BaHuUs, YTO 3aTPY/-
HUJIO CBOEBPEMEHHYIO IUArHOCTHUKY.
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