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1. Businenss, Bepudikallis Ta MEJUYHUI CYIIPOBiJ, IEPBUHHUX KOMOIHOBaHUX iMyHOAedilUTIB y HiTen

2. Detection, verification and medical support of primary combined immunodeficiencies in children

Pedepar:

1. lucepTaliis mpucBsYeHa MifBUIIeHHIO e(eKTUBHOCTI PAHHbOT'O BUSIBJIEHHS [TEPBUHHUX KOMOGIHOBaHUX
imyHogmediuutis (KIII) y giTel missxom BU3HAYEHHS iX paHHIX HO30CeM(piYHUX MAPKEPIB Ta YAOCKOHATIEHHIO
nigxoniB fo JikyBaHHA. Y 121 nutuny 3 pisHumu popmamu KIJ npoBeeHO PETPOCIEKTUBHI i NPOCMEKTUBHI
IociimkeHHs MaHidecTarii i nepe6iry Ta BCTaHOBJIEHO iX paHHI KJIiHiYHI Mapkepu. 3allpONIOHOBAHO CEJIeKTUBHUMN
CKPUHIHT 32 MapKEPHHUMU O3HaKaMU cepeJl XBOpUX Ha Mikpouedaslito, aTakcCilo, TPOMOOLUTOIEHII0, TPUPOKEHI
BaJy cepls Ta NigHe6iHH:. 3'1coBaHa iHPOPMATUBHICTb BU3HAYEHHS TOKA3HMKIB IMyHITETY i TeHETUYHUAX METOIiB
I71s piarHocTuku yactux popm KIJI. Vei xBopi Ha NBS BUSIBUIMCE TOMO3UTOTHUMU HOCIIMU MyTalii 657del5 NBN-
rena. TectyBaHHs 6 myTauiil reHa ATM y xBopux Ha AT 11okasajio HeloCTaTHIO iHPOPMATUBHICTh. Y BCiX XBOPUX Ha
WAS 3HaiineHo myratii reHa WAS, B ToMy 4ucili 4 HOBUX. PO3p00JieHi aIrOpUTMU MEIUYHOTO CYIPOBOLY AiTei 3
KIZ.



2. Dissertation is dedicated for efficiency increasing of early detection of primary combined immunodeficiencies
(CID) in children by identifying of their early clinical markers and treatment improvement. Retrospective and
prospective studies of clinical manifestations and diseases course were performed in 121 children with CID. Early
clinical signs for the most forms of CID were defined. Selective screening for marker signs among patients with
microcephaly, ataxia, thrombocytopenia, congenital heart defects and cleft palate was proposed. It was shown
informational content of immunity and genetic tests for the CID diagnostics. All patients with NBS are
homozygotic carriers of 657del5 mutation of NBN-gene. Testing of 6 ATM-gene mutations for patients with AT was
found its informative insufficiency. WAS-gene mutations were revealed in all patients with WAS, including 4 new
ones. Algorithms for medical support of children with CID were developed.
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