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2. Diagnostics and medical and social support to primary immunodeficiency in children

Pedepar:

1. lucepTariis nmpucBsyeHa po3pooili 3axX0/iB 010 TOKPaIIeHHs IKOCTi XXUTTS nauieHTiB i3 [1I]] misaxom
YIOCKOHAJIEHHS AiarHOCTUKY Ta JIiKyBaHHS LIMX 3aXBOPIOBaHb. Ha MifcTaBi CTBOPEHHS PEECTPY, IO BKI04ae 820
naljeHTiB, BCTaHOBJIeHa MiHiMasnpHa nomupeHicTs [11]] B VkpaiHi (1,2 Ha 100 tuc. Hacenenns i 10 Ha 100 Tuc.
HapOJPKEHUX KMBUMHU), BUBHAYEHA iX HO30JI0TiYHa CTPYKTYyPa Ta MOJIEKYJIIPHO-TEHETUYHA XapaKTePUCTHKA,
OlliHeHi IOoTpebU y JiKyBaJbHUX 3ax0axX. BuBUeHi MelMKo-coljiabHi MpobaeMu CiMel Ta SIKiCTb XKUTTS y Nalli€HTIiB
i3 I11[1. Ha Mi>kHapogHOMY piBHI BIiepiie onvcaHo HoBul BapiaHT [11]] gk pesysnbrar myTtanii B reni STATI, mo
IIPUBOAUTD 1O rocuiieHHs: QyHKii 6ika. OGrpyHTOBaHO peKOMeHaaLii o010 BUOOPY Npenaparis 1jist
aHTubakTepianbHOi Tepanii Ta npodinakTuky y pisnux rpynax I11]] Ha nifcTaBi OTPUMaHUX JaHUX PO €TiOJIOTiIo
iHpeKLilTHOro CUHAPOMY Ta YyTJIMBICTb 30yIHUKIB 10 IPOTUMIKPOOHUX IIpenaparis. Ha 0CHOBI OLiHKK
indpopmaTuBHOCTI KiIiHIYHMX 03HaK [11]] pOo3p06sI€HO MTOKa3!M 10 HANPABJIEHHS HAa KOHCYJIbTALIIIO 10 JUTSY0Tr0O

iMyHoOJIOTa



2. The dissertation was done to develop the measures to enhance the quality of life for patients with PID by
improving diagnosis and treatment of these diseases. On the basis of the creation of the registry which includes
820 patients the minimum prevalence of PID in Ukraine (1.2 per 100 000 population and 10 per 100 000 live births)
was determined. Their nosologic structure, molecular genetic characteristics and medical needs were summarised.
Indications for referral to consultation to children's immunologist were developed based on a detailed analysis of
clinical manifestations of PID (402 patients) and identification the most informative clinical signs by comparing
with healthy controls (915). Internationally, new PID due to STAT1 GOF mutation was described. Medical and social
problems of families were assessed as well as health-related quality of life. Antibacterial choice of drugs
recommendations for various groups of PID were developed under the basis of etiology of infectious syndrome and
susceptibility to antimicrobial agents.
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