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LLECTOW BCEPOCCUICKMIN MEQUATPUYECKN ®OPYM «BUPTYOS3 NEANATPUM» — 2025

CUHOPOM NTYU-BAP Y OEBOYKU 13 NIET

BanaxaHoBa B.U., BynayeBa X.M., MakapoBa [0.A.
Hay4Hbin pykoBoguTtens: npod. A.U. AMMHOBa

MepBbit MOCKOBCKMIA rOCY4apCTBEHHbIN MEANLIMHCKAIA
yHuBepcutet umeHn .M. CeueHosa MuH3gpasa Poccumn
(CeyeHoBckui YHuBepcutet), Mocksa, Poccus

KnroueBble cnoBa: demu; cuHopom Jlyu—bap;
nepeuYHbIl UMMYHOOehuLUM; MO3XEYKOo8asi amakcusi;
merneaHaus3Kkma3ausi; duagHocmuka

AKTYyaJIbHOCTD. TelleaHrMIKTa31s, U3BECTHASI TAKKe Kak
curnpom Jlyn—bap, sBisieTcs peaxkuM HelpoaereHepaTUBHBIM
HACJICICTBEHHBIM 3a00JIEBAHUEM, BbI3BIBAIOILIUM TSDKENYIO MHBA-
JIUIHOCTh. JTa aTtakcus o0ycloBJIeHa NeEeKTOM IeHa, dKCIpec-
cupyromtero 6enok ATM (ataxia telangiectasia mutated), uHMLHN-
upyrommM curnansl penapanun JJHK, 9to mpuBoauT k atpodun
MO3KEUKa, a IeQeKT peKOMOUHAIIMK V-TEHOB — K HapyIICHHUIO
CO3pEeBaHUs JIMMQPOIUTOB, YTO 00YCIOBIMBACT UMMYHOC(HUIIUT.
Pacnpoctpanénnocts — 1 : 40 000 — 1 : 300 000.

Onucanue KIMHUYECKOTo ciiy4as. bonpHas, 13 netr. Anam-
He3 3a00JIeBaHNsl — TEJICAHTUAKTA3bI C pOXKIEHUs, C | rona xus3-
HH — IIaTKOCTb ITOXO/IKH, 33JIep>KKa MOTOPHOTO U TICHXOPEIEBOTO
passutus. B 6 ner BeisiBneHa myTanus B reHe ATM, ycTaHOBIEH
cunzapom Jlyu-bap. IIporpeccupoBanue 3aboneBaHus: Hapacra-
HHE MO3KEUKOBOH aTaKCHUH, PELUANBEI OOCTPYKTHUBHBIX OpOHXU-
ToB | pa3 B 2 mec. 113 aHamMHe3a )XKU3HU U3BECTHO, YTO JCBOYKA
OT 2-if OEpeMEHHOCTH, 2-X CPOUYHBIX POAOB 06€3 0COOEHHOCTEH.
Macca Tena npu poxnenun 2200 1, muHa Tena 47 cM, oleHKa
o Amrap 7/8 6asoB. HacnenctBeHHOCTD He oTsroieHa. [IpHBuB-
KH{: TI0 UHIUBUAYaTIbHOMY TpaduKy, | pa3 — ot kopy, ¢ 2022 . —
MenuuuHcKkuil otBoa. [lepenecénnsie 3aboneBanus: OP3, BeTps-
Has ocna. [Ipy nocTyIiieHnu cocTosiHNE THKENOE: aHEMUs, YPo-
BeHb Hb 67 r/n, nanuuronenus (TpoMOOIUTHI — 52 THIC/MKII,
nerkoruThl — 1,84 Thic/MKII, HeHTpOdMITBI — 1,52 THIC/MKJI, JTUM-
¢ouutel — 0,15 ThIC/MKIT). B OMOXMMHUYECKOM aHAN3¢ KPOBH:
MOBBIIICHUE aKTUBHOCTHU JakTaraeruaporenassl 1o 2010 EJl/n,

runorammariooynunemus (yposenb 1gG — 4,64 /1), runoais-
oymuHemus (25,6 r/m). JlepuuuT Macchl Tena, HHICKC MacChl Te-
na 10. Hecmotps Ha 3amectuTenbHyto Tepanuto 1gG (curapauc)
Y MIPOTHBOBOCHAIUTENBHYIO Tepanuio (peJHU30JI0H), yCyryoe-
Hue TpombounTonenuu (17 teic/mki), anemuu (Hb — 107 1/m)
7 yMepeHHas MOJOXKHUTEIbHas JHHAMUKA YUClia JEHKOIUTOB
(4,18 TeIc/™MKN). [IporpeccupoBaHue MONIMCEPO3UTA HESICHOW 3TH-
OJIOTUH — PEKOMEHIO0BAHO HCKIIOYUTH MUETOAUCIUIACTHYECKIH
CHHJIPOM, TUIIEPCIUICHN3M. BBINHCKa U3 OTAeneHns B CTaOUIbHOM
COCTOSIHUM, 0€3 JTUXOPaIKH, UL MIPOJOJDKEHUS Tepanuy o Me-
CTy kuTenbCcTBa. B aBrycre 2024 r. 601bHOM IPUCBOEH MaJlINa-
TUBHBIH CTaTyC.

IpakTnyeckas 3HAYMMOCTD. J[aHHOE 3a00NeBaHME MTO3HO
MaHU(ECTHPYET C HEBPOJIOTUIECKOH CUMIITOMATHKH, Te(DEeKT UM-
MYHHUTETA ¢1a00 BbIpaxkeH. [IporHo3 HeOmaronpusTHLIA, HE00XO0-
JMMO IIMPOKOE BHEAPEHHE FEHETUUECKOTO KOHCYJIETUPOBaHUS Ha
JTare IIaHupOBaHUA OEPEMEHHOCTH WM PaHHEH aHTeHaTaIbHON
JUATHOCTHKH JJISl IPUHATHS BPa4eOHBIX PEICHHH.
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