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CAVUAM PAHHEN AUATHOCTUKU CHUHAPOMA AVH-BAP

1OTBOY BO III'MY um. akaa. E.A. Baraepa M3 PO, 2I'BY3 IMK «KAKB», r. [Tepms, PO

B craThe mpencraBiieH ciy4yail paHHeH JUArHOCTHKHM aTaKCHMH—TejleaHTMIKTas3um (cmHApoMma Jlyu-
Bap) y peGeHka B Bo3pacTe 2 jieT IPU HAJHYUHN MPEHMYIIECTBEHHO HEBPOJIOTHUECKUX MPOABICHUI
0e3 TUMMYHBIX KOKHBIX CHUMIITOMOB U MH(EKIMOHHOTO cuHApPoMa. CoeslaH BBIBOA O POJIHM PAHHETO
Ha3HAYeHUsI UMMYHOJIOTHYECKOTO0 00cJieJoBaHUA PeGeHKYy NJIs CBOeBPeMeHHOI TUATHOCTUKM NaH-
HOTO TMEPBUYHOTO UMMyHOAe(UIIUTA. 3aMEeCTHTEJIbHAS Tepamusa MOKeT KOMIIEHCHUPOBATh Pa3BUTHE
XapaKTePHbBIX 3aTAKHBIX BAJTOTEKYIIUX U XPOHUYECKNX NH(PEKIMOHHBIX PACCTPOMCTB.

Knrouesvle cnosa: amakcus—meaeanzuaxmasus, cunopom Jyu-Bap, paunas duaznocmuka, demu.

Hum.: H.B. Munaesa, A.A. Paruna, JI.U. Yepemnovix, B.B. Cmotiiasesa. Cayuail panHeil 0uazHocmuKu
cundpoma Jlyu-Bap. ITeduampus. 2017; 96 (5): 195-197.
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LOUIS-BAR SYNDROME CASE

IPerm State Medical University named after Academician E. A. Wagner; 2Regional Children's Clinical Hospital, Perm,
Russia

The article presents the case of early diagnosis of ataxia telangiectasia (Louis-Bar syndrome) in a
child aged 2 years with predominantly neurologic manifestations without typical skin symptoms
and infectious syndrome. A conclusion on the role of early immunological examination for timely
diagnosis of this primary immunodeficiency was made. Substitution therapy can compensate
development of characteristic prolonged sluggish and chronic infectious disorders.
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Araxkcua—reneaHruskrasusa (cuggpom Jlyu-Bap) —  UYyBCTBUTEJNBHOCTHIO K PAAUAIMOHHBIM BO3AENCTBU-

3a0o0JIeBaHUE C ayTOCOMHO-PEIleCCUBHBIM THUIIOM HAacJe- AaM. Yacrora BO3HHKHOBeHHUs cocTtaBiaser 1:40 000.

IOBaHUSA, XapaKTepUayIolleecs HapyIlleHneM perapanuu
ne3okcupuboHyKgaenHoBou Kucaorel ([IHK), Takemrbim
HUMMYHOAeDUIUTOM, MO3KE€UKOBOI JlereHepalueii, ree-
AHTMOSKTASUAMYU PA3JIUYHON JIOKAJM3AIUU, IIpeapac-
MOJIOMKEHHOCThI0 K OHKOJOIMYeCKUM 3a00JIeBaHUAM,
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ITaTorenes 3abosieBanus cBs3aH ¢ myTarnueii rena ATM
(amrs. ataxia telangiectasia mutated), KoTopsIit Komu-
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