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OCOBEHHOCTU KNUHUYECKUX NMPOSABIEHUA
CUHOPOMA KABYKU

XpeHoBa E.C.
Hay4HbIn pykoBoguTenb: goueHT 5.0. MauyykaTtoBa

MepBbIt MockoBckuiA rocygapCTBEHHbIN MeAULIMHCKUIA
yHuBepcutet nmenun .M. CeueHoBa MuH3agpasa Poccum
(CeueHoBckuii YHusepcuteT), Mockea, Poccus

KnioueBbie cnoBa: demu; cuHOpom Kabyku; uMMyHHbIE
dechbekmnl; 2unocammaanobynuHemuu; duaeHocmuka

AxTtyaiabHocTh. Cunapom Kadbyku (CK) — penkoe reHe-
THYECKoe 3a00JIeBaHNe, XapaKTePU3YIOLIEeecs 3aJepKKOH po-
CTa, JTULEBBIMU JUCMOP(UAMHU, aHOMAIUSIMU KOCTHOH CHCTEMBI
U yMCTBEHHOH orcranocteio. CK cBf3aH ¢ MyTalUsMH B reHax
KMT2D nmn KDM6A, napymalonMe STIUTEHETHYECKYIO Pery-
JSIIU0 MIMMYHHO# crcteMbl U quddepenunporky B- u T-mumdo-
IIUTOB, YTO NPUBOIUT K JePUINTY HMMYHOJIOTUIECKOH MaMATH.
B cBs13u ¢ 5TUM OOJIBHBIE CTPAAAIOT OT TUIIOraMMarIo0yIMHEMUH
U 4acThIX penuausupyronmx uapexuit. Yacrora CK Bapeupyer
ot 1/32 000 go 1/100 000 poxnenuii.

OnucaHue KJIHMHHYECKOro cJjydasi. boub-
HOit A., 14 neT: ¢ 5 Mec cTpajaer peruInBUpyOIUMH 00CTPYK-
TUBHBIMH OPOHXHTaMH, B 2 roJla IBaKABI IEpEeHEC MTHEBMOHUIO.
C 2012 r. Habmropaercs ¢ AuarHo3om: [IepBUYHBIN UMMYHO/IE-
¢unut, du-JXKopapKku-nofo0HbIH CUHAPOM, THIIOTaMMariao0y-
TuHeMHs U TuMdornenus. B cBI3uM ¢ MHOXXE€CTBEHHBIMH CTHUT-
MaMU JucIMOpUoreHe3a (BOpOHKOOOpa3Has rpyqHasi KiIeTka,
HU3KO MMOCAXXCHHBIE YIIH, BEIpaKeHHbIE HAJIOPOBHEIE TYTH, aH-
THMOHTOJIOMIHBIN pa3pes a3, (eTaabHbIe MOAYLIICUKHU MaIbIIEB)
B 2018 . 6u10 MpoBeneHo ceksenuposanue {HK, BeisBneHa My-
tauus B 13-M uaTpoHe rera KMT2D. Bbli BbICTaBIICH AUArHO3:
IlepBuunblit uMmynogepuuut, CK, Tun 1. Haznauena 3amectu-
TeIbHAas Tepanusi BHyTPUBEHHBIM HMMYyHoTIIo0ymiHOM (BBUT).
Ha stom ¢one pe6énok 6omen OP3 mo 3 pa3 B ron. B HacTos-
11ee BpeMsl COCTOSHIE OOTBHOTO YIOBIETBOPHTENIBHOE, 3aMECTHU-
tesnbHas Tepanus BBUI nponomkaercs, nperpancdy3MOHHbIH
ypoBeHb IgG B HOpMe, BOCIAIUTENbHON aKTUBHOCTU KPOBU HET.
Bonbuoit b., 9 Mec., poauiics ¢ MHOTOUMCIIEHHBIMUA aHOMAJIUS-
MHU, BKIIF0Yast THAPOHE(PPO3, areHEe3MI0 OYKH, KapIUOMETalHIo,
1 TIepeHec TSDKENbIe epuHaTaIbHbIe 3a00eBanus. MOJIeKyIsp-
Ho-reHeTndecknit ananu3 BesiBua CK, tun 1. B anpene 2024 r.
HepeHEC IByCTOPOHHIO THEBMOHHUIO C IbIXaTeJIbHON HEI0CTa-
To4HOCThI0. [Tpu 00ciIe10BaHNM: TUIIOTaMMarIO0yIHHEMHUS, Jie-
¢unur B-numponuros u cuuwxkenue T-numpouuros. bonbHo-
My Ha3HadeHa mocrosiHHas Tepanus BBUI' u aHTHOHOTHKAMHU.
B cenTsa0pe 2024 1. cocTosiHUE YXYAIIWIOCh Ha (hOHE OPOHXO-
JETOYHOH OUCIUIA31UH, XPOHUYECKOM OONIE3HH MOYEK U THAPOLe-
(anuu. B cBsi3u ¢ nocneqHM 60JIbHOMY TOTPEOOBANIOCH HEHPO-
XUPYPruueckoe BMELIaTeIbCTBO.

IpaxkTnyeckas 3HaUMMOCTb. [IpeacTaBneHHble ciiydau 1o-
Ka3bIBAIOT pa3nuyus B TsokecTH nposieieHuii CK. Y 6ompHOTO A.,
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Onaromapst peryasipaomy npumenenuto BBUT u HabmoneHuto
y CIIENMAINCTOB, HAOMIONAETCS YTyUIlIeHHe COCTOSIHUSL. Y OOIbHO-
ro b. uMeroTcs MHOJKECTBEHHbIE BPOXKIEHHbBIE AaHOMAINHU Pa3BUTHUS
U BhIpaKeHHbIE Je(heKThl IMMYHHOTO 3BeHa. BeencTue 6ponxo-
NEroYHON ANCIUIA3UH U TIEPBUYHOTO UIMMYHOJIEQHUIIUTAa OH HaXO0-
JIATCSI B 30HE pUCKa MH()EKIIMOHHOH 3a00JIeBaeMOCTH C Pa3BUTH-
€M TSKENBIX OCIOKHEHUW. bonbHOMY Ha3HaueH MajIMaTUBHBIA
CTaTyC U MOCTOSIHHOE CTallMOHapHOe HaOMIoIeHHE.
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