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Pesiome. Cepdeuro-cocyducmoie ocaoduchenus s68A110Mcsi OCHOGHOU NPUMUHOU CMEPMU 83DOCAbIX NAUUCHMOE C
mepMuHanvbHoi noveyroli Hedocmamounocmoto (mXIIH), nauaswux 3amecmumenvuyro noveurnyro mepanuro (3117T) 6
demckom o3pacme. OOHUM U3 haKkmopos cnocoOCMBYHOUUX IMOMY MOJUCem BblCMYNamb OUCOANAHC AUNUA08 KPOBU.

Lleab uccaedosarnus: oyenums usmeHenus AUNUOH020 npoghuas kposu demeii c mXI1H 6 3asucumocmu om memooda
31T u 6o3pacma, a y nayuenmog nocie mpaHcnAGHMAYUU NOYKU MAKICe OM CKOPOCMU KAYOOUK08OU (hurompauyul.

Mamepuanvt u memoowt. Y 91 pedenxa ¢ mXITH 6 eo3pacme 2-17 nem, noayuasuiux nepumoHeanbHulii Ouaiu3
(I11]) unu eemoouanus (I'Z]), uru nocne mpancnaanmayuu nouku (Tx), 6 663 06pazuax naazmol Kposu onpedeneHst 00-
wuil xonecmepur (XC), mpueauuepuowt (TT), aunonpomeunst evicoxoit naomuocmu (JIIIBII) u paccuumana ¢paxuyus
ne-JITIBIT (XC — JIIIBII). Jlucaunudemus onpedensinace npu OmKAOHeHUU Xoms Obl 00H020 u3 napamempos: TI'>1,13
mmonv/n (0-9 nem) u>1,47 mmonv/n (10-17 nem), XC =5, 18 mmonv/n, ne-JIIIBII >3,7 mmonv/n, JIIIBII <1,0 mmons/a.

Pesyaomamut. Pacnpocmpanennocms ducaunudemuii y demeii cocmaguna 90,4% na I, 65,2% na I'T u 32,6%
nocne Tx, npeumyuecmeenno 3a cuem eunepmpueauuepudemuu y 80,8% na I/, 65,2% na I'l u 20,8% nocae Tx. Yposnu
TT u ne-JIINIBII makce cyuecmeento eviuie Oviau Ha 1] u I'7] ¢ cpasnenuu ¢ Tx. Jlemu maaduieit 603pacmuoil epynnoi
(2-5 nem) na I umenu nauxyowuil aunuonsiii npoghuns. Ilocre mpancnaanmayuu nouku 3HayumenvHoe cHuxcenue TT
u XC eviseneno y I nauuenmos, a y Il moavko TI. Ymenvuwenue CK® y demeti nocae mpauncnaaumauuu no4Ku co-
nposoxcoaemcsi Hapacmanuem yposreii TT.

Bowisoobt. lucaunudemus wiupoxo pacnpocmpanena y demeii na 3I1T. loduanrusnas mpancnianmayus NOYKU Mo-
acem npedynpedums pazeumue msaxces020 OucoOaranca Aunudo8 XapaKkmepHo2o 04s OUANU3H020 NeHeHUS.

Summary. Cardiovascular complications are the main problems associated with end stage renal disease (ESRD)
in adult, which began renal replacement therapy (RRT) in childhood. One of the factors contributing to this can be an
imbalance of blood lipids.

Aim of the study was to evaluate changes in the lipid profile in children with ESRD, depending on the RRT method
and age, and also after kidney transplantation depending on the glomerular filtration rate.

Materials and methods. In 91 children with ESRD at the age of 2- 17 years who received peritoneal dialysis (PD) or
hemodialysis (HD), or after kidney transplantation (Tx), total cholesterol (CH), triglycerides (TG), lipoproteins high den-
sity (HDL) ) were measured in 663 samples of blood and calculated fraction of non-HDL (CH - HDL). Dyslipidemia was
defined as TG>1,13 mmol /| (0-9 years) and > 1,47 mmol/l (10-17 years), CH> 5,18 mmol/Il, non-HDL >3,7 mmol/I,
HDL <1.0 mmol/I.

Results. The prevalence of dyslipidemia in children was 90,4% on PD, 65,2% on HD and 32,6% after Tx, mainly
due to hypertriglyceridemia in 80,8% on PD, 65,2% on HD and 20,8% after Tx. The levels of TG and non-HDL were also
significantly higher in PD and HD patients than after Tx. Children of the younger age group (2-5 years) on PD had the
worst lipid profile. After kidney transplantation a significant reduction of TG and cholesterol was detected in PD patients
and only TG in HD patients. Reduction of the glomerular filtration rate in children after kidney transplantation is accom-
panied by an increase in TG levels.

Conclusion. Dyslipidemia is widespread in children on RRT. Preemptive kidney transplantation can prevent the
development of severe lipid imbalance which persists of dialysis treatment.

BBEJIEHME. JIintebHOCTh M KAYECTBO KU3HU
JIETEN C TEPMUHAIBHON XPOHUYECKOU ITOYEYHOM HENO-
cratoyHocThio (TXITH) Ha 3amMecTUTENbHOI TTOYeUHO
. . tepanuu (3I1T) 3aBUCAT OT MHOXecTBa (PaKTOPOB,
Baiixo Cepreu Banepbenny cpeir KOTOPBIX OCIOXHEHHUSI CO CTOPOHBI CEPAEeYHO-
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cteix 3aboneBaHuit (CC3) y malueHTOB ¢ XpOHUYE-
ckoii 6ose3Hbio mouek (XBIT) onmybaukoBana moknan,
B KOTOPOM IIOJYEPKHYTa BBICOKAsI PaCIpOCTPaHEH-
HocTh CC3 1 BbicOKMT puck nx pa3sutus npu XbIIT
[4]. Ocoboe BHMMaHME OBLIO yAEJIEHO BO3PACTHOI
rpyIine namueHToB 25-34 jeT Ha nuajiu3e, y KOTOPBIX
BBISIBJIEHA OY€Hb BbIcOKass cMepTHOCTh oT CC3, mpe-
BhllaBiIas 6osiee yeM B 100 pa3 TakoBylo B oOlIeit
MOMYJSIUMU COOTBETCTBYIOILIETO BO3pacTta U KOTOpas
ObL7a corocTaBMMa C TaKOBOI B Bo3pacTe cTaplie 85
nert [4, 8].

ITo manHbBIM peructpa HanumoHanbHOro LEHTpa
cratuctuku 3apaBooxpaHeHust CIIA B 2008 rony net-
ckast cmeptHocTh coctaBuiia 0,31 Ha 1000 yenoBek B
Bo3pacte oT 1 mo 19 net [2]. B To ke Bpems y nereit
TOoTrOo Xe Bo3pacTa ¢ TXITH Ha nuanuse oHa mocturaia
35,6, amocie TpaHcIaHTaunu 3,5 Ha 1000 maumeHTO-
get [11]. Havano 3IIT B neTrckoMm Bo3pacTe COMpPOBO-
JKIAJI0Ch YMEHBIIEHUEM MPOIOIKUTETBHOCTH XU3HU
Mo cpaBHEHUIO ¢ ocTajbHbIM HaceideHueM CIIIA Ha
40-50 net, a mocJje TpaHcriaHTaluu - Ha 20-25 set [9,
11].

Hetu ¢ XBIT oTHOCATCS K TpyT1IIie BEICOKOTO pUCKa
pa3BUTHSI paHHETO aTepOCKIIepOo3a, apTeprocKiepo3a
u CC3, KOTOpble MOTYT MPOSIBISATHCS YK€ B MOJOJIOM
BO3pacTe B pe3yJbTaTe B3aUMOACHCTBUS TPagUIIOH-
HBIX (apTepuajdbHas TUMCPTCH3US, OUCIUIINICMUS,
OXUpEHNE, TUMIEPTIUKEMUSI) U YPEeMUSI-aCCOIIUNPO-
BaHHBIX (aHeMUs, THUIlepIIapaTUPECOMIN3M, Hapylle-
HUS (pochHOpPHO-KATBIMEBOrO OOMEHA, TUIIOATLOYMMU -
Hemusi) pakTopos pucka [9]. Yxe Ha 2-4 ctanusx XbI1T
[3] orMedaroT mucbanaHC TUMUIO0B KPOBH: TUTICPTPH-
rnuepuaemuio (B 31% citydaeB), MOBBIILIEHKE OOLIETO
xoJiecteputa (13%) v JIUMONPOTEUHOB HU3KOM IIOT-
Hoctu (13%), cHUXeHUE JUIONPOTEUHOB BBICOKOM
mwiotHocTU (8%). 3sMeHeHMsT TUIUAHOIO Ipoduis y
neteit, momyyaromux 3I1T, mpoTuBopednBH 1 TPeOy-
0T JaJbHEHUIIIETO N3yIeHUS.

IEJIb namero ucciegoBaHus: OLIEHUTh U3Me-
HEHUS JIUMMUIHOTO Tpoduis Kkposu nereil ¢ TXITH B
3aBUCMMOCTUA OT METOJa 3aMECTUTEIIbHOU MOYEYHOU
Tepalluy W BO3pacTa, a y MAlMEHTOB IIOCJIEC TpaHC-
TUTAHTAIM TTOYKM TaKKe OT CKOPOCTH KITyOOUKOBOM
unprpanuu (CKD).

OBBEKT M METO/IBI. B uccienosanue
BkioueH 91 pedbenok ¢ TXITH (Bospact 10,2t4,7
net), nonydaBmux 3I1T B Y3 «2-ag ropoackas ger-
cKast KiuHuveckasi 6oipHuLa» T. MuHcka ¢ 2005 no
2017 romsl.

Kputepuem BKkIOYEeHMs] Obla JIJUTEIbLHOCTH
3I1T He meHee 3-x MecsueB. [lauueHTh ObLIM pa3-
JeJIeHbl Ha 3 TPYMIIbl B 3aBUCUMOCTHU OT Bo3pacTa: 2-5
aer, 6-11 yger, 12-17 ner n metona 3I1T: meputoHe-
anbHblil guanus (I11), remonuanus (I'/l) uiu mocie
TpaHcmaaHTauuu noyku (Tx) (tadn. 1). OTaenabHO
M3yYaJuCh TPYMIIbl MallMEHTOB, KOTOPbIE MOJydyaau
IMaad3 W 3aTeM ObLIM TPaHCIJIAHTUPOBAHbI — JBE
3aBucumble napbl [1JI-Tx (n=35) u I'’I-Tx (n=14). ¥
neTeil ¢ PYHKIMOHUPYIOIIUM ITOYEYHBIM TPaHCIJIaH -
TaTOM JUMUAIHBIM PO MIb TPOaHATIM3UPOBAH C yue-

toM pCK®: >90, 89-60, 59-45 u <45 mu/mun/1,73m2.
Pacuer pCK® BeirosiHeH mno «bedside» dopmyie
[IBapua [10].

JInnnoHelit poduab u3ydeH B 663 mmpobax rias-
mbl KpoBu (IT1: n=221; I'/I: n=52; Tx: n=402) ¢ meau-
aHoil usmepeHuii 6 (1-21) Ha ogHoro pedbeHka. Ompe-
neneHue obuero xonectrepuHa (XC), TpUIIULIEPUIOB
(TT), NMUMONMPOTEMHOB BBLICOKOI, HU3KOW M OUYEHb
Huskoi riotHoctu (JITIBIT, JITTHIT u JITTOHII, co-
OTBETCTBEHHO) OCYIIECTBISJIOCH METOAOM TypOo-
IUMETpUM C MCMHoab3oBaHMeM HabopoB BioSystems
(Ucmanust) Ha  aBTOMaTMYECKOM  aHalIM3aTope
Olympus MU 400 (Beckman Coulter, CIIIA). Paccuu-
TtaHa dpakuust He-JITIBIT (=XC—JITIBIT), Bkitouaro-
1ast areporeHHble ¢ppakuuu aunomnporeunon: JITTHIT,
JITTOHIT u gpyrue. uciununemMus Oblia TMarHOCTU -
poBaHa COTJIACHO MEXIYHapOIHBIM PEKOMEHAAIUSIM
IIPY OTKJIOHEHUN OT HOPMAJIBHBIX 3HAYECHUI XOTS OBI
OTHOTO M3 ITapaMeTPOB: MOBHINICHNE TPUTIUIICPUIOB
(0-9 net: >1,13 mmonb/m; 10-17 net: >1,47 MMob/),
obmero xojecrepuHa (=5,18 wmwmonb/m), JITTHII
(3,37 mmounn/m), He-JITIBIT (3,7 MMOJIB/T), CHIKE-
nue JITIBIT (<1,0 mmonb/n) [6].

Takxke BceM MallMieHTaM pPacCUMTHIBAIM WHACKC
Maccel Tesa (MMT=macca Tena (kr)/poct (M)?), KO-
TOpBI cooTHOocWIcs co cpenuuM UMT st naHHOTrO
Bo3pacTta U mnoJsa [1] ¢ pacueToM CTaHAApTHOrO OT-
kinoHeHus: SDS I/IMT=(I/IMTpeﬁeHKa—I/IMTCp)/SD, rue
SD - craHmapTHOE OTKJIOHEHUE ISl TaHHOTO T0Jia U
XPOHOJIOTMYECKOTO BO3pacTa.

[Ipu aHanu3e JAaHHBIX BBIYUCIISIIM CPEIHUE Be-
JIMYUHBI U CTaHAapTHoe oTkJoHeHue (M=+38) mpu
HOPMaJIbHOM pacIipelieIecHNU Ipu3HaKa, MeIUaHy U
kBaptmwm (Me (P25; P75) m Me (Min-Max)) — npu
pacIipeeJiecHu, OTIMYHOM OT HOpMaiabHOro. g
CpaBHEHHUSI IIEPEMEHHBIX C HOPMAJBHBIM pacIIpe-
JIeJIeHNeM WCIIOJb30Bad IapaMeTpuIecKue MeTOo-
OBl CTAaTUCTUYECKON 00pabOTKM MaHHBIX, IIPH He-
MMpaBUJIbHOM — Hemapamerpuuyeckue (U-kpurepuii
Manna-YutHu). g cpaBHEHHs IBYX TPy II0
KaueCTBEHHOMY OMHApHOMY IPM3HAKY CTPOMJIU 4e-
TBIPEXIIOJIbHBIC TAOIUIIBI a0COMIOTHBIX YaCTOT M HC-
MoJib30BaIN Xu-kBaapart [Tupcona (y?), ¢ monpaBKoi
l7le171Tca, KMCITOJIb30BAJIM TOYHBIN Kputepnii Puirepa.
Paznuunsga cunrtanu noctoBepHbiMu 1ipu p<0,05. B3a-
MMOCBSI3b MEPEMEHHBIX OLIEHMBAINU 110 KO3 duim-
enry Cnupmena (r). O6GpabOTKy HaHHBIX MPOBOIM-
JIM C TIOMOIIIbIo mporpamMmsbl Statistica 10, Microsoft
Excel 2010.

PE3VYJIBTATBI. K MoMeHTY IepBOro orpeue-
JICHUST JIMTTUAOB KpOBU OOJBIIMHCTBO aeteit (80,2%)
obutn ctapuie 5 jer (ta6ia. 1), 53,8 % u3 Hux nuua
MyzKcKoro mnojia, 51,6 % nonyvanu I, a'y 40,7%
TXITH npuBeau BpoxkaeHHbIE aHOMAaIUU MOYEK U MO-
yeBbIx myTeit (BAMIT).
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Tabauya 1
XapakTepuCTUKH NAIMEHTOB, BKIIOYEHHBIX B HCCJIEIOBAHME
IToxasarenn n (%)
Bospact Ha Hauano 31T (Jier)
0-1 6 (6,6)
2-5 16 (17,6)
6-11 41 (45,1)
12-17 28 (30,7)
Bospact Ha MOMEHT BKJIIOUEHUS B McclienoBaHue (JIeT)
2-5 18 (19,8)
6-11 37 (40,7)
12-17 36 (39,5)
TTon
MaJIbYMKKI 49 (53,8)
JIEBOYKM 42 (46,2)
Meton 3I1T Ha MOMEHT BKJIIOUEHMS B UCCIeAOBaHNE
I 47 (51,6)
I 26 (28,6)
Tx 18 (19,8)
IMpuyuna TXITH
BAMII 37 (40,7)
LJIOMepYyJI0He(PUTHI 18 (19,8)
pyrue 36 (39,5)
HyTtpuimonHbIit cTatyc
npeduuut maccol Tena (MMT<S nepuentuis uimn <-1,645 SDS) 7(7,7)
oxupenue (MMT>95 nepuentuns wiu >1,645 SDS) 7(7,7)

PacripocTpaHeHHOCTDh OUCIUTIMACMUN Y eTEi Ha
3IIT cocraBuna 47,8% (puc. 1). HaubGosee yacro ju-
MUIHBIA AucOalaHC BBISBISAICS Y manueHToB Ha [1]]
(90,4%), pexe Ha I'/] (65,2%) u nocje TpaHCIUIaHTa-
mun moukw (32,6%) (pI1A-T4<0,05, pITA-Tx<0,0001,
pI’1-Tx<0,01). Cpeau HapylieHU JTUTMIHOTO IMPO-
(us npeBanMpoBaia TUIIEPTPUTIUIEPUAECMUS, KOTO-
pyto onpenensin y 80,8% nereii Ha I1]1, 65,2% na 'l u
20,8% mnocne Tx (pIIJ-Tx<0,0001, pI1-Tx<0,0001).
Wzonuposannoe cHmxkenue JITIBIT nokymeHTHpOBa-
HO ToJbKO mocie Tx (9,6% HaGmoneHuii). B 24,9%

cllygaeB oOHapy:KeHa KOMOMHUpPOBAHHAs TUCIUIINIC-
MU (aucbagaHc YpOBHEM OoJjiee yeM OJHOTO JIMMKIA),
yanie — Ha aguanuse (73,1% na I1J1 u 39,1% na '),
yeM nociie Tx (9,6%; pI1A-T'/1<0,01, pITJd-Tx<0,0001,
pI'1-Tx<0,001) (puc. 1). B uccnemoBanum Bonthuis
M. ¢ coaBT. TIpOBeJeH aHAIU3 JIUITUAHOTO MPOPUIs y
976 nereii Ha 3I1T u3 19 eBponeiicKUX cTpaH, BXOMISI-
mux B peructp ESPN/ERA-EDTA, u BbISIBJIEHBI TKC-
nunuaemun y 85,1% nauuenrtos Ha 1, 76,1% na I'/]
u 55,5% y peuMnueHTOB MOYEYHOro TpaHCIUIaHTaTa

[S].
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5% BT+ NNBNd
BTr ™+ ne-nnenmt
50%
STr ™+ NBNY + He-
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0
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Puc. 1. Iucaununemus y aereii ¢ TXITH B 3aBucumoctu ot metona 3I1T.
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Kpome olieHKM pacrnpoCcTpaHEHHOCTU ITUCIIH-
MUASMUIA, TakXKe IPOBEACHO OINpeAeieHUe BbIpa-
KEHHOCTU 3TuX HapyuweHuit. Bennmunnbsl TT okasa-
JIUCh BBIIIE y MAIMEHTOB Ha IMAaTN3€e MO CPABHEHUIO
¢ getbmu mocie Tx (p<0,0001) (ta6a. 2). Comep-

xanue JITIBIT He pasnuuanioch NMpU MCIIOJb30Ba-
Huu pasnuuHbix MeTtogoB 31T, B Toxe BpeMst 3Ha-
YeHUsI aTepoTeHHbIX (pakiuii JTUTONPOTEUHOB
(ne-JITIBIT) OblJIO 3HAYUTEBHO BBIIIE Yy MAllMEHTOB
Ha IMaju3e.

Tabauya 2
YpoBHM oTAeIbHBIX (hpaKIMii JUIHIOB KPOBH Y JieTeil Ha auaju3e U nocje Tx
Bupa 3IIT (koamyecTBo IToka3areab (MMOJIb/JT)
HCCIIeI0BAHMIA) T JITIBII He-JITIBIT
M1 (n=210) 1,7 (1,3; 2,6) 1,4 (1,37;1,7) 4,1(3,2;5,0)
'] (n=52) 1,8 (1,3; 2,4) 1,25 (1,1; 1,5) 2,8 (2,6; 3,7)
Tx (n=401) 1(0,7; 1,3) 1,32 (1,2; 1,6) 2,5(1,9; 3,0)
p I,/Tx: p<0,0001 Ia,/Tx: p<0,0001
I'1/Tx: p<0,0001 a/ra: p<o,05
I'J1/Tx: p<0,05

AHanu3 ocoOeHHOCTEel JUMUAHOrO CIeKTpa B
3aBucumoctu ot meroga 3I1T ¢ yueTrom Bo3pacTa 1mo-
Kazan, yro Ha [I1[] HamOosblIMe 3HAUYEHUS TPUTIU-
uepunoB u He-JITIBIT BoIsIBJCHBI B MJIaflIeii TpyIime
(2-5 ner) (ta6na. 3). CymecTBeHHasl pa3HULA MEXIY
He-JITIBIT onpenenena B rpynmax 6-11 u 12-17 net Ha
I'l (p<0,05). Y peuunueHToB ¢ (GYyHKIMOHUPYIOIIUM
TpaHCIUIAaHTaTOM OoTMeueHo noBbiieHue He-JITIBIT ¢

Bo3zpacToM (p<0,01) B mpenenax HOpMaJIbHBIX 3HAUE-
Huii (Taba. 3). BeisiBieHa KoppeassirMoHHasi o0paTHas
CBSI3b YMEPEHHOM CMJIBI MEXy BO3pAacTOM MallleHTa
Ha MoMmeHT Havaja [1/] u ypoBusimu He-JITIBIT Ha IT]]
(r=-0,55, p<0,05), TI' (r=-0,32, p<0,05). He 6bL10
pas3nIuyuii B IUNIUAHOM mpoduie y mauueHToB Ha [1/]
B 3aBUCUMOCTHM OT YPOBHS albOymMuHa KpoBu (<35 u
>35 /7).

Tabauya 3
YpoBHM 0oTAENbHBIX (hPAKIMIA TUMHMIO0B KPOBH Y JIeTeil pa3HbIX BO3PACTHBIX IPYII HA AvaJu3e U nocje Tx
Bupa 3I1IT: Bo3pact IToka3aresb (MMOJIb/JT)

(s1er) Tr JIBII ne-JITIBIT
T14:
2-5 2(1,4;2,4) 1,56 (1,31;1,94) 4,49+0,87
6-11 1,7 (1,2; 2,3) 1,49 (1,25; 1,6) 4,14x1
12-17 1,65 (1,2;2,5) 1,18 (1,09; 1,36) 3,13+0,97
) 2-5/6-11: p<0,05 2-5/12-17: p<0,05 2-5/6-11: p<0,01

2-5/12-17: p<0,0001
TO:
6-11 2,1(1,7;2,5) 1,31 (1,08; 1,49) 3,45+0,77
12-17 1,7 (1,2; 2,3) 1,22 (1,09; 1,59) 2,86%0,58
p 6-11/12-17: p<0,05
Tx:
2-5 0,8 (0,6;0,9) 1,65 (1,31;2,06) 1,82£0,48
6-11 0,9 (0,6; 1,2) 1,43 (1,2; 1,71) 2,5%0,72
12-17 1,1(0,8;1,4) 1,28 (1,09; 1,48) 2,55+0,77
p 2-5/12-17: p<0,05 2-5/6-11: p<0,01
2-5/12-17: p<0,01

VYV naumumenrtoB, nmoayuaBmux [0, mocie TtpaHc-
IUTAHTAIlUM TIOYKW OTMEUYaJioch 3HAYMMOE CHIDKE-
HUE KakK ypoBHe#l oOiuero xoyecrepuna (6,3£1,2 vs
4,240,6 mmounb/a, p<0,0001), tak u TT (1,9 (1,6; 3,0)
vs 1,2 (0,9; 1,5) mmoib/i, p<0,0001). Y TpaHCcIUIaHTH -
pOBaHHLIX, paHee moJjiydaBiiux I'J[, Takxke yMeHbIIN-
nack kKoHueHtpamus TT (1,9%+0,8 vs 1,1+0,3, p<0,01)
¥ MMeJIach TEHACHIIMS K CHKCHUIO OOIIEro XoJIecTe-
puHa (4,8+0,8 vs 4,4+0,8, p=0,07).

V nereii ¢ GYHKIMOHUPYIOLIMM ITI0YEYHBIM TPAHC-
[JIAHTATOM OTMEYEeHO moBbilieHre ypoBHs TI 1o
Mepe ymeHbiieHus CK® (CK®>90: 0,8 (0,5; 1,1)
MMoJIb/1; CK® 89-60: 1 (0,7; 1,3); CK® 59-45: 1,3
(0,9; 1,7); CK® <45: 1,1 (0,7; 2,1); P 0/59-60 <0,01,
P 00/59-45 <0,0001, p >90/<45 <0,01, p 89-60/59-45 <0,01)
(puc. 2). Hapacranue rurepTpuriniepuacMum 1o Mepe
yXynameHus: QYHKIMY rpadTa CBSI3aHO ¢ HapyIIeHUEeM
JIUMOJIM3a BCASACTBUE CHIKEHMSI aKTUBHOCTH JIMIIA3bI
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JIMTIONIPOTEMHOB U Me4YeHOouHo# aunasel TI', KoTopbiM
OTBelleHa OCHOBHasl poJib B TipeobOpasoBaHuu TI 1o
CBOOOIHBIX XKMPHBIX KMCIOT. Takke MMeeT MECTO yBe-
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nquyeHue cuHrte3a TI, KoTopoe SIBISIETCSI BTOPUYHBIM
10 OTHOILEHUIO K CHUKEHUIO TOJIEPAHTHOCTHU K YIJIe-
Bojgam u ycusieHuto cunrte3a JITTOHII B meuenu [7].
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Puc. 2. smenenue ypoBHs Tpuriuiepunos B 3aBucuMocTty oT CK® y nereit ¢ GyHKIIMOHUPYIOIIMM TPAHCTITAHTATOM.

3naunmMbix usmeHeHuit JITIBIT u ne-JITIBIT Ha
¢one cHrxennst CK® mociie TpaHCIIaHTALMM TTOYKA
HE BBISBJICHO.

SAK/IIIOYEHMUME. Takum o0pa3oM, pe3ysbTaThl
HAaIllero MCCAeA0BaHUs CBUIETEIbCTBYIOT O IIUPOKOM
pacnpocTpaHeHUU aucaunuaemuun y ageteit Ha 3I1T.
Hauxymmuit ntunuaHeiii mpoduiib onpeaeaeH y aeTeit
MiaAuein Bo3pactTHoi rpynnbl (2-5 jget) Ha T1]1.

HaubGonee yacto aucOasaHC JUIMAOB KPOBU
00YCJIOBJIEH TUIEPTPUIIULIEPUAEMUEN, TTPEBATUDY-
omeit Ha muanuse (IT1: 80,8%; T'/l: 65,2%; mnocie
Tx: 20,8%). TpaHcraHTalusl MOYKM TPUBOAUT K
CYLIECTBEHHOMY CHUKEHMIO OOIIETO XOJIECTepUHA U
TI' y I1J1 nauuentos, u toabko TI' y gereii, paHee
nosydyaBmux I'JI. CHukenne CK® mepecaxxeHHOM
MMOYKHM CONPOBOXIAaeTCsT HapacTaHueM ypoBHeir TT.
Honuanu3Hasi TpaHCIIaHTALMsS TTOYKHM MOXKET TIpej -
VIIPEIUTh Pa3BUTHE TSKEJIOro aucbaaaHca JIUIUIOB
XapaKTePHOTO JJIsl TUATM3HOTO JICUCHUS.
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H. O. IITYKYP
OCOBJMBOCTI KJITHIYHOI TA JABOPATOPHOI IIATHOCTUKU XBOPOBU ®ABPI

N. O. PICHKUR
THE FEATURES OF CLINICAL AND LABORATORY DIAGNOSIS OF FABRY DISEASE

HenTp opdannaux 3axsoproBadb HICJI «Oxmatont» MO3 Ykpainu, Kuis, Ykpaina

Kmouosi ciioBa: xeopoba @abpi, een GLA, -earaxmosudaza A, AHK-0iaenocmuka, ckpunine.
Key words: Fabry disease, GLA gene, -galactosidase A, DNA diagnostics, screening.

Pestome. Mema pobomu — eusnauenns KainiuHux 0cobaugocmeri ma MoAeKYASIPHO-2eHEMUMHUX XAPAKMEPUCIUK
nauienmie 3 xeopoboio Pabpi (XP) oas onmumizayii nocaidogHocmi diaeHOCMUMHUX 3aX00i6.

06’ekm i memoodu. Y 120 oci6 uonosivoi cmami 3 axkponapecmesismu, ki 3eepuyaucs 0o Llenmpy opghannux 3a-
xeoprosanb HI[CJI «Oxmamoum» ¢ 2002-2016 poku, nposedeno cniecmagieHus KAIHIMHUX 0cOOAUB0CMeEl MA 8U3HAUEHO
AKMUBHICMb NI30COMHO20 (hepmenmy -earakmosudaszu A 6 comoeenami aeiikoyumie nepugepitinoi kposi. IlIpu Hu3bKux
PIBHAX (hepmenmy npoeedeHo KacKaoHuil cimeinull ckpunine (8 oci6) ma MoNeKyAAPHO-eeHeMUYHUL AHANI3 HA HASE-
Hicmb mymauii é eeni GLA.

Pesyromamu. 3nuxcenns akmuenocmi -earakmosudasu A 6 mexcax 0,5-12,6 nM/me/200 (3 medianoro 2,0 uM/
Mme/200) écmanosneno ¢ 9-mu eunadxax (7,5%). YV ecix yux nayienmie 6yau npucymui 000amkoei KAiHiuHi 03HAKU
(aneiokepamomu, einepmpocghiuna Kapdionamis, epyoi pucu obauuys, odomsxicenuil podogid). MonexyaapHo-eenemuy-
HUll ananiz niomeepous HasgHicme mymauiil, nos’azanux 3 eenom GLA, 6 momy uucai 2 mymauii (c.739 _740delAA ma
C.945 946delinsTTGA) suséneno enepute. Ckpunine poouie-iciHok 3 nepuum cmyneHem cnopioneHocmi useue ana-
no0eiuni mymayii y 6 3 8-mu obcmedcenux poouH, 00HaK pieeHb akmusHocmi -earakmosudasu A e aelikoyumax 0ye
3MeHweHUl minbKu y 4-x 3 HuXx.

Sakaouenns. MyasmucucmemHicms ypaxsceuHsam ma pisHomMaHimuicme Kainiunux osnaxk X® yckaaoduioe ceoe-
yacuuil diaeHo3. 30invutye mocausicmo diaenocmuxu XD pozuupenuil CKpuHine ceped X80pux 3 HUPKOBOH Hedocmam-
HiCMio, namonoeiero cepus, wemMiyHuUMU iHCYyAbmamu 6 aHamuesi. Bucokoegexmusnum no euserenno mymauiii € 3a-
CMOCY8anHs KacKadHo2o ciMeliHo20 cKpuHiney y poouuie xeopux Ha XD. BiatoueHnHs 6 epyny pusuky ocié 3 XpoHiuHUMU
3GX80PHOBAHHAMU, 0OMSAICCHUM POO0BOOOM, aKponapecmesismu ma 000amrosumu moxcausumu npu XD kainiuHumu
03HAKAMU 3MEHULYE KOAO NAYiEHmMI6 045 NOOANbUI020 BUCOKOBAPMICHO20 00CMedCeHHs | ONMUMIZYE QiaeHOCMUKY 3a-
XBOPIOBAHHS.

Summary. The aim of the study was to determine the clinical features and molecular genetic patterns of patients

with Fabry disease (FD) to optimize the diagnostic stepwise.

Object and methods. The comparison of clinical features was performed and the activity of lysosomal enzyme
o-galactosidase A in the peripheral blood leukocyte
homogenate was studied in 120 male with the neuropathic

. . pain or acroparesthesia who contacted the Center of Or-
ITiukyp Harans OnekcanapiBaa phan Diseases of NSCH “Ohmatdyt” in years 2002-2016.
pichkurnat@mail.ru The cascade family screening (in § people) at low enzyme
levels and molecular genetic analysis for the presence of

mutations in the GLA gene were performed.

30



