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AKTYyaJbHOCTb. bera-Tanaccemus — HacIeACTBEHHOE ayTo-
COMHO-pelieccuBHOE 3a00J1€BaHIE KPOBH, IIPH KOTOPOM BO3HUKA-
10T MyTallHlH, 3aTparuBaronye red /BB v IpUBOAAIINE K peKpa-
HIEHHIO CHHTe3a OeTa-1ernei remoroonHa. B mupe oxono 5% Ha-
ceJIeHUs — TOTEeHIMAJIbHbIE HOCHTENHN MaTOJIOrHYEeCKOro I'eHa.
Bera-Tanaccemust pacnpoctpaneHa B ctpanax Cpenn3eMHOMO-
pbs1, brkaero Bocroka u IOro-Bocrounoit Azun, uto 00ycios-
JICHO TeHETUYECKIUMHU 0COOCHHOCTSIMH HaCEICHHS (3aIlUTa HOCH-
TeJel 0T CMepTeNbHBIX MociencTBUi Masipun). B Poccun pac-
POCTPaHEHHOCTH OeTa-TaJacceMUun — OKoMo 1%, OHa SABIETCS
AKTyaJbHOU TEMOH B CBSI3M ¢ MUTPALllHOHHBIMH TTOTOKaMHU M3 JH-
JEMHUYHBIX 30H.

Onucanue KIMHHYeCKOro ciaydas. bonbHas A., 4 rona,
B Mae 2021 r. mocTynuia B OTAEJICHUE FeMaToJIOTHH C Kao0amu
Ha c1a00CTh, BSUIOCTh, CHIDKCHHUE aIIeTUTA U KEITYITHOCTD KOXKU.
IMpu reHeTHyeckoM 00CIE€IOBaHIH OBUTH BBISBICHHI 2 BApHAHTA
HYKJICOTHAHOM nocnienoBarenbHocTH 26delAA CD890152 u G>A
CS820006 B reTep0o3UroTHOM COCTOSIHUM — ITOMUMO OeTa-Tanac-
ceMuH, OOHapy>KeHa elle U JienbTa-Tanaccemust. 12.05.2023 6oib-
HO¥1 ObLTa MPOBE/ICHA AJUIOTeHHAs TPAHCILIAHTALMS TEMOIIOITHYC-
CKHX CTBOJIOBBIX KJIETOK OT HeponcTBeHHoro 10/10 coBMecTumMoro
JIOHOpa. B cBsI3M cO CMEIaHHBIM XHMEPH3MOM IIPOBOIHIIH TIepe-
JMBaHUE AOHOPcKuX TpomboutoB CD34" 6e3 addekra. B des-
paiie 2024 r. peOEHOK IIIAHOBO MOCTYIWII B CTAIIMOHAD C Kano0a-
MH Ha CI1a00CTh, BIOCTb, KENTYIIHOCTh KOXKH. [IpH MOCTYILUICHUH
COCTOSIHUE TSDKENOE, 0TMEYAIACh KEITYIIHOCTh KOYKHBIX TIOKPO-
BOB 1 cKiiep. JIabopaTopHO B KIIMHUYECKOM aHaJIM3€ KPOBH BBISB-
JIeHA JIEHKOTIeHUs, THIIOXPOMHAsl MUKPOLIUTapHast aHeMHST; B OHO-

XMMHUYECKOM aHaJl3e KPOBU OTMEYAETCS IOBBIIICHUE aKTUBHO-
CTH JIAKTaTICTHAPOTeHA3bl U IEJIOYHON (Qocdarassl, ypOoBHEH
IPSIMOTO U 001Iero OunupyOrHa; B KOAryJorpaMme — yMeHbIIIe-
Hue aktuBHOCTH VII dakropa. B MuenorpamMmme KOCTHOrO Mo3ra
OT OTMEYAeTCs Pa3pakeHHe SPUTPOUITHOTO POCTKA. 3a BpeMsI T0-
CIIUTANU3aNH OBUIO IIPOBEACHO JICUCHUE HMMYHOCYIIPECCOPOM,
TPaHyJIONUTAPHBIM KOJOHUECTUMYIHPYIOIIM (aKkTopoM, TeMo-
TpaHcdysus. braronaps Tepanuu cocrosHre peOEHKA CTaOMITN3HU-
poBasock, 0oJbHas ObLIa BBIKHCAHA JIOMOH.

IpakTHyeckas 3HaUMMOCTb. [IpencTaBnenHslii ciayyaii ne-
MOHCTPHPYET 3HAYUMOCTh CBOCBPEMEHHON AUATHOCTHKU U KOM-
IUICKCHOTO JICYCHUS TaJlacCeMHUIeCcKoTo cHHApoMa. Heobxomumer
yIIydIIeHHe CKPUHUHTA M PO HIaKTUKH sl CHHOKEHHUS 3a00I1e-
Ba€MOCTH U MOBBIIIEHHS KadeCTBa )XKU3HHU OOJIbHBIX.



