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BBenenne

[Mumesas amneprusi (IIA) sBisieTcss OgHOM M3 cambIX PacPOCTPAHEHHBIX
npo0JeM NeAuaTpur, KOTOopas MO pa3HbIM JaHHBIM BbiABIsieTcs y 5-10% nereit.
Knunnueckue cumntomsl [1A pazHooOpasHbl, BKIIOYAIOT MOPAKEHUE PA3HBIX OPTaHOB
U CHUCTEM, C Pa3HbIM MEXaHW3MOM UMMYHHOU pEaKIUU.

Henan: oleHUTH BIUSIHUE O0JE3HU C TOUKH 3PEHHS] KOHKPETHOTO MALEeHTA.

MarepuaJjbl 1 METOIbI

B uccnenoBanue BxiroyeHo 38 gereil B Bo3pacte oT 2 10 7 et (CpeaHuid BO3pacT
4,1+1,04 rona), umeromux nposieaenus [1A (aronuueckuii J1epMaTUT, auIeprudecKuil
U aMMEHTapHbIM KOJMUT, COYETAaHWSl JAaHHBIX HO30Joruil). ['pynmy cpaBHEHHUS
cocraBunu 27 pererd, He umeromux [IA, comocTaBUMOro Bo3pacta, MOCEIIAOIINX
JETCKUE 00pa30BaTEIbHBIC YUPEIKICHHUS.

KauecTBo x13HU oneHMBaIM npu nomouu onpocHuka Pediatric Quality of Life
— PedsQLTM4.0. Ilpu sToM omnpenensiiu Takhe MoKa3aTeM KayecTBa >KU3HU Kak
dbusndeckoe pyukuonupoanue (OD), smonnonansHoe pyHKkIHOHUpOBaHue (DD),
comanibHoe ¢GyHkuuonuponanue (C®D), mkonpHoe QyHkmoHupoBanue (IID) u

PacCUMTHIBAJIM MOKa3aTe b MCUX0COIUaabHOro 310poBbs (I1C3).
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Pe3yabTartsl

B ocHOBHOM rpy1ine nerei KOHCTaTUPOBAHO CTATUCTUYECKU 3HAUMMOE CHIDKEHHE
napametrpoB KX no 9@ (60,2; 95% I ot 53,2-67,2) (rpynna cpaBHeHus 83,5; 95%
U ot 81,1 no 85,9; p<0.001), mo C® (p= 0,046), cymmapHomy nokazaremnto [1C3 u
HUHTETPAIbHON XapaKTepUCTUKE KaueCTBa JKU3HH — 0011eMy 0amry (p<0.001).

BuiBOABI

Y 65% pereil 4ieHbl CEMbU PETYISIPHO KOHTPOJHMPYIOT PAllMOH MUTaHUS,
OonpmMHCTBO neTer (85%) He oOecTnedeHbl CIeluaIn3upPOBAHHBIM «0€30TTaCHBIMY)
nutanueM B JIOY, 4ro  oOycnaBiMBaeT  OrpaHUYEHUE  E€XKEIHEBHOU
KU3ZHENIEATEIIbHOCTH peOeHKa, MOosIBJICHUE peakuuil rnporecta y 39% u HapylieHus
nuetsl y 41,4% o0cnenoBaHHbIX AeTei. s ynydiieHus kauecTa xu3Hu geteil ¢ [IA
HEOOXOJMM  KOMIUIEKCHBIM  WHAMBUIAYaJbHBIA  TMOAXOJ, BKJIIOYAIOIIMNA  Kak
MICUXOJIOTUYECKYIO TMOJAEPKKY peOeHKa M YJIEHOB €ro CEeMbH, TaK M PpEIICHUE
BOIIPOCOB ¢ o0ecrieueHneM «oe3zonacHbIM» nutanueM B JIOVY.
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