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X-cuenyieHHblii CHHIPOM AJIbIIOPTa — MOHOTE€HHOE MYJIbTHCHCTEMHOE 3200.1eBaHie, 00yCJIOBJIEHHOE HAPYIIEHHEM CUHTE3a 0.5-11enH
kosuiarena IV tuna. Cunraercs, 4To AWIaTANUSA A0PThI MOKET ObITh OJJHUM U3 NPOSIBJIEHUI CHHAPOMA.

en» uccnenosanusi. OnpeneauTb PacnpOCTPAHEHHOCTh W (PAKTOPbI PUCKA IUIATAIMH CHHyca BajbcaibBbl y MalbYMKOB
¢ X-cuenjieHHbIM CHHIPOMOM AJIIIOPTA.

Mertoap! uccienoBanusi. B oiHOIEHTPOBOE PeTPOCHEKTHBHOE UCC/IEA0BAHME BOULTH 67 MAIbYMKOB ¢ X-CLENIEHHBIM CHHAPOMOM
Anbnopra (Bo3pact 10,2+4,6 rona), rpynny cpaBHeHHsi cocTaBuiim 20 Majb4MKOB C AHOMAJIMSMHM PA3BUTHS OPraHOB MOYEBOii
cucremsl (Bo3pact 12,21+4,8 roxa). Bcem nanmenTam npoBouiv odiiee KJIMHUKO-J1a00paTOpPHOE U 3XoKapauorpaguyeckoe oocie-
JIoBaHUe. AOPTY H3MePsLIH NAPACTEPHATILHO HA YPOBHE ciHyca BasibcaibBbl, ee iuameTp 0oJiee 2 Z-KpUTepueB 1o MOBEPXHOCTH TeJla
pedeHKa pacleHHBAIM KaK JUJIATAIMIO cHHyca BaabcanbBbl.

Pe3yabrarel. Junatammo cunyca Bambcanssbl umemn 10% nereit ¢ X-cuemieHHbIM cHHApoMoM Anbnopta U 15% nereii rpymmsi
cpasuenusi (p=0,47). [Toka3ana acconmanus auiatamun cuHyca Banbcanbsbl ¢ unaekcom macesl Teaa (p=0,019), nuaaranueit
(p=0,01) u runeprpodueii jeBoro xkeayaouka (p=0,01) y neteii ¢ aHOMaIMAMH PA3BUTUS OPTAHOB MOYEBOIl CHCTEMbI, C HU3KHM
uHAeKcoM Maccesl Teaa (p=0,02) u aunaranueii JeBoro xenynouka (p=0,03) B rpynmne geteii ¢ X-CUEIIEHHbIM CHHAPOMOM AJib-
nopta. He BbIsIBJIEHO CBSA3U MEXKIY TMAMETPOM CHHYCa BajbcaabBbl M ypoBHEM apTepHAIBHOTO JABJIEHHS, CKOPOCTHIO KIy0OUYKOBOI
(unpTpanum, creneHbi0 NPOTEUHYPHH U XapakTepoM MyTanuu B reHe COL4AS.

3akmouenne. PacnpocTpaneHHocTs auiaTanuu cunyca BanbcanbBbl y gereil ¢ X-CUeNieHHbIM CHHIPOMOM AJIbIIOPTA BbIlIE, YeM
B MOMYJISIIMM B LEJIOM, HO He OTJMYAETCS OT TAKOBOW Cpely MANMEHTOB C XPOHUYECKMMH 00JIe3HSAMH MOYEK JAPYroil ITHOJIOTUM.
@akTopamMH PUCKA AWIATAIMM CHHYca BajibcaibBbl CITyKAT HU3KHIi MHIEKC MACCHI TeJIa ¥ UJIATAINS JEeBOro Keynouka. OrpaHu-
YeHHsl UCCJIeI0BAHMS: MBIl 00beM BbIOOPKH, NPEBAIMPOBAHUE MAIMEHTOB MJIAIIEr0 BO3PACTA ¢ XPOHUYECKOIi 00JIe3HbI0 OYEeK
I-II cragum u Muccenc-myrauusivi B reie COL4AS.

Karoueswte caosa: manvuuku, X-cyennennoiii cunopom Ansnopma, COL4AS, cepdeuro-cocyducmoie 60ae3HU, Ouramaiyus KOpHsS aopmeol,
cunyc Banvcanveol.

Ansa untnposauns: AkceHosa M.E., TytenbmaH K.M., AHukanbyyk J1.J1. PacrnpocTpaHeHHOCTb U ¢akTopsl pyucka avnarauum cuHyca Basib-
ca/ibBbl Y MaJib4MKoB ¢ X-CLernieHHbIM cuHAPoMom AnbnopTa. Poc BectH nepuHaton n neamnatp 2024; 69:(3): 45-50. DOI: 10.21508/1027-
4065-2024-69-3-45-50

X-linked Alport syndrome is multisystem disease caused by mutation in COL4A5. Aortic dilatation described in X-linked Alport syn-
drome is considered a specific manifestation of the disease.

Purpose. To define prevalence and risk factors for aortic dilatation in boys with X-linked Alport syndrome.

Methods. Retrospective cross-section single center study included boys with X-linked Alport syndrome (n=67, age 10.21+4.6), com-
parison group consisted of boys with congenital urinary tract abnormalities (7=20, age12.2+4.8). All patients underwent on clini-
cal-laboratory examination and echocardiography. Aorta was measured in the parasternal long-axis view at level of the sinus of Val-
salva, aortic dilatation was determined by z-score >2 for BSA.

Results. The prevalence of sinus of Valsalva dilatation did not differ between two groups (0.1 vs 0.15; p=0.47). The sinus of Valsalva
dilatation was associated with body mass index (p=0.019), left ventricular diastolic diameter (p=0.01) and left ventricular mass
(p=0.01) in children with congenital urinary tract abnormalities, with body mass index (p=0.02) and left ventricular diastolic diam-
eter (p=0.03) in boys with Alport syndrome. No statistically significant effect of blood pressure level, proteinuria, eGFR and type
of COL4A5 mutation on aortic dilatation has been demonstrated.

Conclusion. The prevalence of aortic dilatation in boys with X-linked Alport syndrome is higher than in general population, but
comparable to children with congenital urinary tract abnormalities. The body mass index and left ventricular diastolic diameter were
associated with aortic dilatation in Alport syndrome males. We did not show the relationship between blood pressure load, proteinuria,
eGFR and aortic dilatation. Study limitations: small sample size, prevalence of young patients with chronic kidney diseases stage
1-2 and missense mutations in the COL4A45 gene.

Key words: boys, X-linked Alport syndrome, COL4AS5, cardiovascular diseases, root of aorta, aortic root dilatation, sinus of Valsalva.
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X;cuermeHHHﬁ CUHIPOM AJIbIIOPTa — MOHOTEH-
oe 3abojeBaHMe, CBSI3aHHOE C MyTallUSIMU B TeHE
COLA4AS, xommpylomieM Henb oS kKojutareHa IV Tuma.
OCHOBHBIMU TIPOSIBJIECHUSIMUA CUHIPOMA CJIyKaT IpO-
rpeccupyioiass Hedporartusi, IBYCTOPOHHSSI CEHCOHEB-
pallbHasi TYTOyXOCTb M 3a0oyieBaHMSI Tj1a3. YUUTHIBAs
KJIMHUYECKME OMMUCAHUS Pa3BUTHSI YIPOKAIOIINX XKU3HU
IUCCEKLIMU aOPThI, Pa3pbIBOB aHEBPU3M aOPThI, apTepuit
TOJIOBHOTO MO3Ta M KOPOHApHBIX COCYIOB, pacIIvpe-
HUsI aOpThl y MALIMEHTOB ¢ X-CUEIUIEHHBIM CUHIPOMOM
AJBIIOpTa, a TaKKe ydyacTue 1enu oS kosuiareHa 1V tuma
B (hOPMUPOBAaHUM MeMOPAHBI TIIaAKOMBIIIEYHBIX KJIETOK
aopThl U apTepuii, MHOTHUE MCCIIEI0BATEIN pacCMaTpy-
BalOT COCYIMCThIe 3a00JIeBaHUsI KaK OIHO W3 TPOSIBIIE-
HUit cuHapoMa [1—13].

Ienp wuccienoBaHus: ONPEICIUTh PACIIPOCTPAHEH-
HOCTh M (paKTOphl pUCKa (POPMUPOBAHUS IUJIATALIUU
KOPHSI aOpThl Y MaJb4MKOB ¢ X-CLEIUIEHHBIM CUHIPO-
MOM AJIbIIOpTA.

XapaktepucTtuka aetev u MeToAbl UCCNeaoBaHNS

B omHOLIEHTpOBOE MWJIOTHOE PETPOCITEKTUBHOE
HcclieoBaHne OB BKITIOYEHBI 67 MaJb4MKOB C TeHe-
TUYECKU-TIOATBEPKACHHBIM ~ X-CUEIJICHHBIM ~ CUHIPO-
MoM Aubrniopta B Bo3pacte 5—18 ner (cpemHuii BO3-
pact 10,244,6 roma), XpoHWYECKOW OOJE3HBIO TMOUYEK
I-IIl cramguu, He MMeEMIIME COMYTCTBYIOIINUX 3a0o0Jie-
BaHUWII cepalla W Jerkux. [pyniy cpaBHEHUs cocTa-
Bwin 20 mManbuukoB (cpemHuii Bo3pact 12,2+4,8 rona)
C BpPOXIEHHBIMU TTOPOKAMU Pa3BUTHUSI OPTaHOB MOUYEBOIA
CHCTEeMBbI, XpoHUUYecKoi 6osie3Hblo TTouek [—I11 cranumu.

BceM gmeTtsaM TIpOBOAMIIM  KJIMHUKO-JIAOOpAaTOPHOE
obcnenoBaHue: OMpeaeieHue YPOBHS  (DU3MIECKOTO
pa3BUTHS C pacuyeToM HWHIEKCa MacChl Tejla, pa3oBOe
u3MepeHue aprepuasibHoro aasieHust (AJl), cyrouHoe
MoHHuTOpupoBaHue AJl ¢ ompeaeeHneM CPEITHUX YPOB-
Hell (BBIpaXEHBI B Z-KPUTEPUSIX) CYTOYHOTO CHCTOJM-
yeckoro (zCAJl), nuactonuueckoro (zJAAJl), cpeaHero
Al (zCpAll), mynscoBoro A/l (zI[TAJl), ompeneneHue
cTerneHu nporenHypun (porenHypuio >1000 mr/m2/cyr
pacleHUBaIM Kak He(POTUYECKOTO YPOBHS), CKOPOCTH
K1yO0oukoBoii ¢unbrpanuu o gopmyne [sapia 2009 r.
(pCK®; nopma 90—140 mu/mun/1,73 m?). Kpureprem
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OPUINHAJIbBHbBIE CTATbU

apTepuabHOU TUTIEPTEH3UH CUUTAIu ypoBeHb AJl >95%
B COOTBETCTBUM C TOJIOM, BO3PACTOM U POCTOM Iallu-
eHTa. Myrtanmuu B reHe COL4AS5 xnaccuduimpoBanu
KaK MUCCEHC U HeMUCCEHC. DXoKapauorpaduio npoBo-
MWW TI0 CTAaHJAPTHOW METONMKe Ha arrapare Acuson
Sequoila 512 (Siemens, I'epmanusi). Jluamerp aopTbl
U3MepsIIM Ha ypoBHE cuHyca BanbcanbBel B B-pexxume,
y BCeX MAlMEHTOB OIpENeNsiii KOHEUHBbIH AUacTOIM-
yeckuit oobeM seBoro xenymouka (zKIOJIK), dpak-
uio Beiopoca nmo Cumricony (PB, %), Mmaccy Muokapaa
neBoro xenynmouka (zMMIJIXK), wHmekc macchl MHO-
Kapna neBoro xenynouka (zMMMIJIXK), BbeipakeHHbIe
B Z-KPUTEPUSAX, HOPMUPOBAHHBIX IO TIIOIIAIN TTOBEPX-
HOCTM Tejla pebeHka (3HaueHMs] >2 Z pacleHUBaIU
KakK YyBeJMYeHHUE), OTHOCUTEJIbHYIO TOJIIMHY CTeHKU
neBoro xenynouka (OTJIK).

HccnenoBanue mpoBOAMIOCH B COOTBETCTBUU
¢ HopMamu XeJbCUMHCKOW JeKJiapalud W ObLIO OJ0-
OpeHO JIOKaJbHbIM 3TUYECKUM KomuTeToM (Nel3
ot 11.02.2023 1). CratucTUYeCKW1 aHATU3 JaHHBIX OCYy-
mecTBasin B Tporpamme Statistica 10 (StatSoft Inc.,
CIIA) ¢ ucronab30BaHMEM METOIOB MapamMeTpuiecKoi
U HemapaMeTpuyeckol CcTaTUCTUKU. KojauuecTBeHHbIE
NaHHble BbIpaxanu B MmeauaHHbIX (Me [Q1; Q3]) u cpen-
Hux (M=*m) 3HaueHUsIX; KayeCTBEHHbIE TPU3HAKU —
B a0COJMIIOTHBIX 3HayeHusix U nojsix (q). CpaBHeHue
HE3aBUCUMBIX TPYMIT KOJWYECTBEHHBIX JTAHHBIX MPOBO-
WU C WCIOJb30BAaHUEM [apHOTO IMapaMeTpUYecKoro
kputepusi CTbIOJEHTa ITPU HOPMAJIbHOM pacripene/eHun
1 Hemapametrpuueckoro kputepus U MaHHa—YUTHU—
BuiikokcoHa npu pacnpenefieHuy Mpu3Haka, OTIIMYHOM
OT HOpMaJsibHOTO. 7151 cpaBHEHMSI TPYIIT KOJIUYECTBEH-
HBIX JTAaHHBIX MCTIOJIb30BAJIM MapaMeTPUIECKUii Tucrep-
CUOHHBII aHaIn3 U TUCIIepCUOHHBIN aHanu3 Kpyckana—
Yonnuca, Ka4eCTBEHHBIX JAHHBIX — C MCMOJIb30BAaHUEM
Kputepust xu-kBaapat [Tupcona (y2). Bausinust Ha ucxon
OTHIEJbHBIX (DAKTOPOB MCCIENOBaIM C TPUMEHEHUEM
ONIHO M MHOTO(aKTOPHOI0 PErpecCMOHHOrO aHaau3a.
Kpurepuem cratucTuyeckoit 3HAYMMOCTU pas3IuuMit
ObUT IPUHST ypoBeHb p=0,05.

Pe3ynbTathl M 06CcyxaeHue

OcCHOBHasI TPyITa U TPYyIIa CpaBHEHHUST OBUTM COTTO-
CTaBUMBI TI0 KJIMHUKO-JTA00pPaTOPHBIM XapaKTepUCTHU-
KaM, 3a UCKJIFOUEHHUEM CKOPOCTH KJTyOOUKOBOM (prbTpa-
1IN, YPOBEHb KOTOPOI OBIT HUXKE Y MALIMEHTOB TPYITITBI
cpaBHeHUs (cMm. Tabmuny). Jwunataumsi cuHyca Banb-
CaJIbBBI BBISIBJIEHA Y 7 MaJTbUMKOB C X-CLEIJIEHHbIM CHH-
npomMoM AnbriopTa u 3 neteii rpynrbl cpaBHeHus (q1=0,1
un q2=0,15 coorBeTcTBeHHO; p=0,47). B oTIMIuMeE OT neTeit
C HOpPMaJTbHBIMM pa3MepaMy cuHyca BasibcabBhI Malm-
EHTHI C pacIIUpeHreM KOPHS aopThl UMeNU Oojiee HU3-
Kuii mHaekc Maccel Teia (16,1+£2,1 u 19,2442 kr/m?
cootBercTBeHHO; p=0,019), Gonee Bbicokue zKIIOJIZK
(0,2 [-0,1; 1,8] m —1,2 [-2,1; 0,6] COOTBETCTBEHHO;
»=0,008), zMMJIX (1,8 [1,6; 3,2] u 1,02 [0,6; 1,6]
cootBeTcTBeHHO; p=0,01) M TeHmeHUMIO K Oojiee HU3-
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Axcernosa M.E. u coagm. PacnipocTpaHeHHOCTb 1 (DaKTOPBI PUCKa IUIaTallii CUHYca BaibcaibBbl y MaTbYUKOB € X-CLEMIEHHBIM CUHIPOMOM AJIbITOPTA

Tabauya. CpaBHUTeIbHAS XapaKTEPUCTUKA TPYNN NALUEHTOB
Table. Characteristics of patient groups

ITapametp Cunapom Anbsnopra (n=67) I'pynna cpaBuenus (n=20) p
Bospact, ronbr (M=+m) 10,2+4,6 12,2+4.8 0,18
UMT, kr/m?(M=*m) 18,2+4,3 20,2+5,5 0,16
CAll, z (Me [Q1; Q3]) —0,15[—0,98; 0,49] —0,12 [—0,49; 0,12] 0,90
HOAL, z (Me [Q1; Q3]) —0,31 [-0,86; 0,44] 0,56 [—0,34; 1,11] 0,19
CpAl, z (Me [Q1; Q3]) —0,09 [—0,81; 0,58] 0,17 [—0,34; 0,61] 0,55
TIporeunypus, mr/m* (Me [Q1; Q3]) 209 [75; 1062] 9 [0; 265] 0,14
pCK®, ma/mun/1,73 m?> (M+m) 99,27+20,92 73,27£18,81 <0,001
HNuametp CB,z (M+tm) 0,51+0,13 0,46%0,07 0,43
KIJIK, z (Me [Q1; Q3]) —0,85[-2,63;0,71] —1,61 [-3,18; 0,4] 0,50
MMILX, z (Me [Q1; Q3]) 1,02 [0,69; 3,2] 1,14 [-0,67; 3,18] 0,52
OTJIK (M=m) 0,29+0,04 0,31%0,06 0,12

kot pCK® (92425 u 106120 mu/mun/1,73 M2 cooTBeT-
ctBeHHo; p=0,06). Bospact (11,3+3,5 u 11,5£3,2 roma
cootBercTBeHHO; p=0,92), yposeHb zCpAJl (—0,43
[—1,3;0,6] u—0,02 [—1,1; 0,8] cooTBeTcTBeHHO; p=0,29),
zITAJ (—0,23 [—-1,2; 0,8] u —0,22 [-0,8; 0,6] cooTBeT-
crtBeHHO; p=0,32), mpoteunypust (1290 [200; 2730] u 848
[180; 1020] mr/m? coorBercTBeHHO; p=0,22), yacrora
aprepuanbHoil TuniepTeH3uu (0,05 u 0 COOTBETCTBEHHO;
p=0,08), camxenust pCK® (0,28 n 0,29 cooTBETCTBEHHO;
»=0,95), iporeunypun HedpoTuyeckoro yposHs (0,23
n 0,43 coorBercTBeHHO; p=0,38) OBUIM COIMOCTaBUMBI
B TPYIIIIe AeTeil ¢ HOPMAaJIbHBIM U YBEJIMUEHHBIM IUaMe-
TPOM CHHYCOM BasbcaibBhl.

IMoarpymmsl ManmueHToB ¢ X-CUETMJIEHHBIM CHHIPO-
MOM AJIBIIOPTa, WUMEIOIINX M He WMEIOIIUX JujiaTa-
LIMI0 cuHyca BaibcallbBbl, He pa3invaich IO BO3pacTy
(9,7£4,3 n 10,3+4,6 roma cooTBeTcTBeHHO; p=0,74),
nHIeKey Maccel Tena (17,1£2,1 u 18,3+4,5 kr/m? coor-
BercrBeHHO; p=0,49), zCpAIl (—0,01 [-0,05; 0,02]
u —0,05 [—0,11; 0,01] cooTBeTcTBeHHO; p=0,99), ZI[TAJ]
(-=0,33 [-1,1; 0,4] u —0,28 [—0,7; 0,4] COOTBETCTBEHHO;
»=0,26), pCK®D (98,1£20,3 1 99,4%21,1 mur/mun/1,73 m?
cootBeTcTBeHHO; p=0,87). Y MaJlbuMKOB C paciiu-
peHueM cuHyca BajbcalbBel OTMeueHa 0oJyiee BBICO-
Kasi crenieHb npoteuHypuu (1899 [830; 2500] u 579,7
[170; 790] mr/m? coorBerctBeHHO; p=0,01), zMMJLXK
(4,23 [2,8; 4,6] n 0,91 [—1,2; 1,8] COOTBETCTBEHHO;
p=0,008), zKIJIK (1,8 [1,5; 2,4] w —1,3 [-1,8; 0,3]
cootBercTBeHHO; p=0,02) m HWMMIJIIXK (41,5%8,3
u 32,6£8,6 coorBerctBeHHO; p=0,011) IO CpaBHEHUIO
¢ mauMeHTaMu 0e3 auiatanuy cuHyca Banbcanbsbl. He
BBISIBJICHO 3aBUCUMOCTHU JUaMeTpa CUHyca BabcanbBbl
oT xapakTtepa MyTauuu B reHe COL4A5. pacmmpeHue
KOpHSI aopThl UMenu 3 u3 19 nmereit ¢ HEMHUCCEHC-MyTa-
M 1 4 u3 48 MaabuMKOB C MUCCEHC-MYTalMsSIMU
(q=0,16 n q=0,08 coorBeTcTBeHHO; p=0,38). Perpec-
CHOHHBII aHaJN3 TToKa3ajl, 4YTo ITUaMeTp CUHyca Bajb-
CaJIbBbI Y MAJIBYMKOB € X-CILIETUIEHHBIM CUHIPOMOM AJTh-

MopTa KOppeaupyeT ¢ MHAeKcoM Macchl tena (p=—0,27;
p=0,02), zKIJIXK (B=0,26; p=0,03) (cM. PHUCYHOK).
TTpu MHOTO(AKTOPHOM PErpecCMOHHOM aHaJIN3€e BhISIB-
JeHo, yto zKJJIXK (B=0,25; p=0,04) oka3biBaeT He3a-
BUCUMOE BJIWSTHUE Ha JWIATallMi0 CMHYyca BaimbcanbBbl
y IeTel OCHOBHOM TPYTITIHI.

Takum 06pa3oM, TPOBEAEHHOE MCCIIeIOBaHKe TTOKa-
3a510, 4T0 y 10% ManpuukoB ¢ X-CLEMJIEHHBIM CUHIPO-
MOM AJTbITOpTa MMeJTach quiatalus cuHyca BanbcaibBbl;
3TO OOJbIIIE, UeM B JETCKOM MOMyIsiuun B 1eiaoM (2,3%)
W y JAeTeil ¢ apTepuaibHOU TunepreHsueinn (2,8%),
HO COOTBETCTBYET paACIpPOCTPAHEHHOCTH pPaCIIMpPEeHUS
aopTHI y JIeTell ¢ XpOHWYECKUMM Ooyie3HsIMU mouek 11—
1T cramuu: 6% u3 501 obcnenoBaHHBIX, 8% Y Mabuu-
koB [14, 15]. INoBbIIEHHBIN PUCK Pa3BUTUS CEPACUYHO-
COCYIMCTHIX 3a00JIeBaHUI, BKITIOYAsT Pa3BUTHE aHEBPU3M
apTepuii, y IeTeil U B3POCIBIX C XPOHUUYECKUMU 0oJie3-
HSIMM TIOYEK CBSI3BIBAIOT C XPOHWYECKUM BOCTIAJIEHUEM,
MeTaboJMIeCKUMU  HapylIeHUSIMUA,  apTepHalIbHOM
TUTIEPTEH3MEN, OCIOXHSIONMMY TeueHre 3aboIeBaHMiA
MOYeK W TpeapaciolaralolliiMU K TPeXIeBPEMEHHOMY
crapeHuio cocynoB [16—19]. B Hamiem ucciienoBaHuN
He TIPOJEMOHCTPUPOBAHO BIUSHUS CKOPOCTU KITyOOU-
KOBOI (bMJIBTpallii Ha IMaMeTp CUHyca BaibcallbBhI,
YTO OTYACTH MOXET OBITh CBSI3aHO C TpeobIamaHueM
cpenn OOCIIeNOBAaHHBIX AETE ¢ XPOHMUECKUMM 0OoJe3-
Hamu Touek [—II cramuu (q=0,97). YpoBeHb apTepu-
aJTbHOTO NABJICHUS TaKKe He BIWSUT Ha IMaMeTp CUHyca
BajbcanbBbl, 4TO, ¢ OMHOI CTOPOHBI, HE TPOTUBOpPE-
YUT pe3yiabTaTaM TMPEAIIESCTBYIOINX HCCIIeAOBaHUIA,
B KOTOPBIX TaKas acCOIMAIIMS BBISBISIIACH HETIOCTO-
STHHO, C IPYTOil CTOPOHBI, MOXET OOBSICHATLCS HU3KOM
YacCTOTOW apTepuabHON TUMEPTEH3UNW B HUCCIEIyEeMOU
BeIOOpKe (q=0,1) [15—17]. HamMu moka3aHa accolmaius
IUIaTallid cUHyca BanbcalbBbl ¢ HU3KUM WMHIEKCOM
Macchl Tejla, yBeJIMYeHNEM MacChl 1 KOHEYHOTO TMACTO-
JIMYECKOTO 0OBbeMa JIEBOTO XKeJyI04YKa, YTO MOJTHOCTHIO
coriacyeTcsl ¢ JaHHbIMU Jutepatypsl [15—17]. Huskuii
WHIEKC MacChl TeJla KaK MPosiBJIeHNEe OETKOBO-9HEPTeTH -
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YecKoro AeuInTa y eTeil ¢ XpOHUIECKUMU OOJIE3HIMM
MoYeK paccMaTpuBaeTcs Kak (DakTop prcKa pacIInupeHUsT
A0PTHI; MEXaHU3M YBEJIWYEHUsS KOHEYHOTO IMACTOM-
YeCKOro oobeMa JIEBOTO XKellyIodKa B OTCYTCTBUE Tepe-
IPY3KU JaBJIeHUEM 1/UJIU a0pTaJIbHOM HEIOCTATOUHOCTH
HesiceH [15].

DKCMepUMEHTAIbHBIE  JaHHBIE  CBUAETELCTBYIOT,
yro uenu al, o2, oS5, a6 komrareHa IV Tuma obGpa-
3yIOT 0a3adbHYI0 MeMOpaHy TIaIKOMBIIIEYHBIX KJIETOK
aoptel [13]. Mopdonornueckoe HucclieqoBaHME IIperna-

4 T T

OPUINHAJIbBHbBIE CTATbU

paToB aopThl y MAIMEHTOB C X-CLEIUJIEHHBIM CHUHIPO-
MOM AJIbIIOpPTa BBISIBJISIET J1€30praHM3alio Oa3aabHOM
MeMOpaHBbl ¢ OTCYTCTBUEM/CHUXKEHMEM B HEil 3KCIpec-
cum 1enu o5 KosutareHa [V tumna, 4To MOXeT J0Ka3bIBaTh
naToreHeTM4ecKoe 3HadeHne Mmytamuu B reHe COL4AS5
B pa3BUTUM 3a0osieBaHuii aopThl [3, 10]. B To e Bpems
TreHeTuYecKoe 00cieIoBaHre OOJIBIIIMX KOTOPT MalleHTOB
C a0OpTOMATUSIMU JIO0 HACTOSIIIIETO BPEMEHU He MPOJIEeMOH-
CTPUPOBAJIO acColMalNK 3a00JIeBaHUI aOPThI C MyTallv-
ssmu B reHe COL4AS5 [20—22]. Tlo nanHbM 6a3bl Human
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Pucynok. JInamerp cunyca BambcanbBbl (z-Kputepuii) y MatbuikoB ¢ X-CA B 3aBHCHMOCTH OT HHIEKCA MACCHI
tea (MMT; a) u KoHeYHOro AMACTOIMYECKOro oobema JeBoro xkeaynouka (zKJIJIK, 6). CocTaBiieHo aBTOpPOM.
Figure. Relation of sinus of Valsalve diameter (z-score) in boys with X-linked Alport syndrome with body mass

index (a) and left ventricular end-diastolic diameter (6).
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Axcenosa M.E. u coaem. PactipocTpaHeHHOCTb M (haKTOPBI pUCKa IUIaTallii CUHyca BaabcaabBbl Y MaTbuMKOB ¢ X-CLEMICHHBIM CHHAPOMOM AJTbITOpPTa

phenotype ontology, ren COL4A5 He Bxomut B 165 TeHOB,
aCCOLIMMPOBAHHBIX C Pa3BUTHEM aHEBPU3MBbI aOpThI [23].
MOKHO MPeArnoNIoXUTh, YTO 3a00eBaHUS a0PTHI HE CITy-
JKaT HETMOCPEACTBEHHBIM TPOSIBJIECHUEM CHUHIpoMa AJlb-
rnopra, a OOYCJIOBJEHbI BIUSHUEM JIpYyrux (HaKTOpoB
(reHeTUYEeCKMX, AacCCOLIMMPOBAHHBIX C XPOHUYECKUMU
0O0JIE3HSIMU TIOUEK) WM nedeKT Lenu oS KoareHa IV
TUMA MpeapacrojaraeT K pa3BUTUIO a0PTONATUI y Maiu-
EHTOB TpyImbl prcka. OTCYTCTBUE KOPPESILIUNA MEXIy
xapaktepoM Mmytaunu COL4AS5, TSKeCTbIO TPOSIBIICHUIA
3a00J1€BaHUST TOYEK (CTeNeHb IMPOTEMHYPUU, CKOPOCTh
KJ1yOOUYKOBO# (hMJIbTpAIIMK) U TUaMEeTpoM cuHyca Basb-
CaJibBbl y HAIIMX TALMEHTOB, a TaKXKe HaJu4yue TaKhxX
¢akTOpOB pHUCKa, KaK HEKOHTpOJMpyeMasl apTepuajib-
Hasl TUMNEPTEH3Us] TIPU XPOHUYECKOW OOJie3HN ToYeK
11—V cranuu (n=8), xpoHuueckasi 6oyse3Hp nouek V-V
craquu (n=3), NBYCTBOpYaTbIii KiaraH aopTel (n=1),
y 12 u3 17 paHHee ONMCAHHBIX B JIMTepaType MallMEHTOB
¢ X-CILIeTUIGeHHBIM CUHAPOMOM AJTbIIOPTa U a0PTOTATHSIMU
CBUJIETEJILCTBYIOT B TIOJIB3Y 3TOM Teopuu [1—11].
CyIiecTBEeHHOE OTpaHUYEHME HaIlero MCCIeI0BaHUS
COCTOWUT B MOJIOJIOM BO3pacTe aHAJIM3UPYyEeMOI BBIOOPKU:
3a UCKJTIOYeHNEeM 3 ciTyyaeB pa3BUTHSI COCYMCTHIX OCIOXK-
HEeHUIl B paHHeM BospacTe (ImoapocTkKu 13 yer ¢ xpo-
HUYecKol 0ojie3Hblo mouek V cramuu u 14 jer mocre
TpaBMbI, MYX4YWHa 25 JIeT C XpPOHUYECKOW O0JIe3HbIO
nmoyexk V craauun) y OOJBIIMHCTBA OMUCAHHBIX B JIUTEpa-
Type TalMeHTOB ¢ X-CIETJIeHHBIM CUHAPOMOM AJIbITIOpTa
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