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CUHAOPOM AJbIMNOPTA Y PEBEHKA 16 JIET

[aHHas cTaTbsl NOCBsILLEHA pefkoMy 3aboneBaHuio — cuHapomy AnbnopTa y geter. CuHgpom AnbnopTa nMmeet HebnaronpuaTHbIA NPOrHO3,
Tak Kak NpUMBOAUT K Pa3BUTUIO XPOHMUYECKOM MOYEYHON HEOOCTAaTOMHOCTU. B cTaTbe nprBeaeHo knuHMYeckoe HabnaeHve cuHgpoma AnbnopTa

y pebeHka 16 nert.

KnioueBble cnoBa: TYroyxocCTtb, HacneactseHHoe 3aboneBaHue, NoYyevyHass HeQOCTATOYHOCTb, BpOXAeHHble aHOoOManuu, HeﬁﬂaFOI'IpI/IﬂTHbIﬁ

NpOrHo3.

This article focuses on a rare Alport syndrome disease in children. Alport syndrome has a poor prognosis as it leads to the development of
chronic renal failure. The article presents a clinical observation of Alport syndrome in a child of 16 years.
Keywords: hearing loss, hereditary disease, renal insufficiency, congenital anomalies, poor prognosis.

HacnenctBeHHbln  Hedput  (Gonee
N3BECTHOE HasBaHWe — CuMHApPOM Arb-
nopTa) — naTonormsa AoCTaToMHO peakasi.
Mo odwmuymnansHbiM fgaHHbIM, B Poccun
Ha 100 000 HOBOPOXAEHHbIX Manbillen
npuxogutcsa 17 ¢ Takon aHomanuen pas-
BuTUs. B EBpone 1% Bcex 60nbHbIX Xpo-
HMYECKOW MOYEeYHOW HEeAOoCTaTOYHOCTLIO
(XMH) — aTO0 MMeHHO nau ¢ Hacnen-
CTBEHHbIM HedpuToM. [MaBHas n eguH-
CTBEHHas NPU4MHa, MO KOTOPOWN AETU POXK-
JalTcs ¢ cMHapoMom AnbnopTa, — 3TO

FOPOXOBA AnekcaHpgpa BacunbeBHa —
3aB. otgeneHueM [leguaTtpuyeckoro LeHTpa
PBENe1-HLIM; CAMCOHOBA Enena Bacu-
nbeHa — Bpay opauHarop ML PB Ne1-HLIM;
API'YHOBA EneHa ®ununnoBHa — [OLEHT
MW CB®Y um. M.K. Ammocosa; UBAHOBA
Onbra HukonaeBHa — A.M.H., npod. MU
CB®Y, olgadoctor@list.ru.

reHetTudeckas Mytauus. NoBpexaaertcs
OOVH 13 Tpex reHoB — COL4A5, COL4A4,
COL4A3. TeH COL4A5 HaxoguTca Ha X
XPOMOCOME 1 KOOMPYET KorrareHoBYHo
uenb a5-uenb. «MecTo XuTenbcTBay re-
HoB COL4A3 n COL4A4 — Il xpomocoma.
BpoxaeHHbIn HacneacTBeHHbI HedhpuT
pasBuBaeTCsl Npu HegocTaTke Konnare-
Ha, OQHOrO M3 rMaBHENLLMX CTPYKTYPHbIX
3NEeMEHTOB COeOVHUTENbHON TKaHu. B
pesynerate KomnnareHoBoro aeduuuta
GasanbHble MeMOpaHbl MOYEYHbIX KIly-
604KOB, BHYTPEHHETO yXa U rMa3Horo an-
naparta UCTOHYalTCA U PacLUEennsATCs,
a caMu opraHbl NepecTarT MOMHOLLEHHO
CrpaBnsaTbCs CO CBOen doyHKumen. M3o-
NMPOBaHHbI MOYEBOW CUHAPOM Y AeTeNn
MOXHO He cpasy 3amMeTuTb. Bugumble
CUrHanbl MOSABASIOTCA TOMbKO Ha 3-M —
5-m rogy >xu3Hu, G6biBaeT u B 7-10 net.
Ho menbyariume kanenbkun KpoBY B MOYe

NpUCYTCTBYIOT BCEraa, Aaxe ecnu rnoHa-
Yany ux He BUOHO — 3T0 BeccuMnTomMHas
Mukporematypusi. [loaTomy rematypus
CYMTaETCHd OCHOBHbIM cneunduyeckum
npusHakoM cuHapoma AnbnopTa.

BHenoyeyHble CUMNTOMbI BPOXAEH-
HOro HedpuTa NPOSABAAIOTCS MNO3OHee:
TYroyxoctb (CHayana pebeHOK nepe-
CTaeT pas3nuyaTb BbICOKME 3BYKW, MOTOM
OObIYHYIO peyb); pasnuyHble rnasHble
HapyLleHns; oTCTaBaHne B M3NYEeCKOM
pasBUTUN; BPOXAEHHbIE aHOManun (ae-
hOpMMPOBaHHbIE YLLK, BbICOKOE HebO,
cpaLleHHble UNv AOMOMHUTENbHbIE Narb-
YMKM — He Gonee 7 NPU3HAKOB); PEAKO —
nenomuomaros (paspacTaHve rnagkux
BOMOKOH MbIlWIL) MUWEBOAA, Tpaxew,
6poHxoB [1].

Llenb HabnroaeHus — nokasaTb 0CO-
©6eHHOCTW TedeHns cuHgpoma AnbnopTa
y pebeHka 16 ner.



BornbHasi 16 neT noctynuna B He-
dpponormdeckoe  otaeneHne  PBNel-
HaumoHanbHOro ueHTpa MeauuuHbl (T
AkyTcK) ¢ xanobamu Ha nepuoguyeckme
ronoBOKpY>XeHusl, cnabocTb, yTomnse-
MOCTb, CHIDKEHME CryXa.

13 aHamHe3a 3aboneBaHus: HaxoauT-
Csl Ha AWCnaHcepHOM HabnoaeHun y He-
dponora ¢ 2006 r., cypgonora ¢ 2008 r.
C [MarHo3oMm: TyroyxocTb 1-i cTeneHu.
C powkonbHOro Bo3pacta Habnwpaert-
Ccs peunavBupytoLas MakporemaTypus,
C rogamu HapacTtana npoteuHypusi. B
2007 r. 6bIn0 NpoBeaeHo NneyeHre npea-
HU30ITOHOM B TeyeHue 6 mec., achdek-
TUBHOCTU He Obino. C koHua 2008 r.
OTMeYarnoch CHWXeHWe criyxa u obin no-
CTaBreH QuarHos: ABYCTOPOHHSSI CEHCO-
HeBpanbHas Tyroyxoctb 1-i ctenenn. B
2009 r. BecHown bbina obcnegosaHa B Ha-
YYHOM LeHTpe 3gopoBbs aeten (HU3M)
B MockBe, rge noctaBunu guarHos: Ha-
cnencTBeHHas Hedponatvs (CUHAPOM
Anbnopra). NocnegHasa rocnutanvsaums
Obina B Hos16pe 2016 . 3KCTPEHHO, B CBSI-
31 CO 3HAYUTENbHBIMU OTKITOHEHUSIMU B
aHanu3ax Mouun. [locTosHHO nonyyaert
3panbdoH no cxeme, omenpasor, ¢o-
nuneByto kucnoTy. NnaHoBo nocTtynaert Ha
KOHTpONbHOe 06crnenoBaHne 1 neyYeHne
B Hepponornyeckoe otaeneHne P Ne1
Meonatpuyeckoro ueHtpa PB Ne1-HLIM.

W3 aHamHe3a xun3Hu: PebeHok OT nep-
BOl GepeMeHHOCTH, npoTekaBLlen B 1-i
NOOBMHE C TOKCMKO30M, BO 2-/1 — C recTo-
30M. Pogbl Ha 38-i Hep., onepaTuBHbIE.
OueHka no wkane Anrap 8/8. Macca Tena
npu poxgeHun 2880, poct 50 cm. 3akpu-
Yana cpaay, kpuK rpomkunin. Ceinu, onpe-
noctew He 6bin0. XKenTyxa HOBOPOXAEH-
HbIX NOsBMIIACb Ha 3-1 AeHb, AepXxanacb
6 oHewn, ymepeHHo BbipaxxeHHas. K rpyam
NPUNOXWNM Ha nepBble CYyTKW, cocana
aKkTMBHO. [NynoBMHHbIN OCTaTOK OTNan Ha
5- geHb. BbinucaHbl AOMOWN Ha 7-11 OEHb.
BckapmnuBaHue ectectBeHHoe, go 12
mec. BBog npukopma ¢ 6 mec. lNcuxomo-
TOpPHOE pa3BuTUE No Bo3pacTy Ao 1 roaa.
lMepeHeceHHble 3aboneaHusa: OPBWU,
OP3, BeTpsiHasi ocna, NMHEBMOHWS, peLun-
AvBupyoLWnin 6poHxuT. Mpodunaktnye-
CKne npuBUBKK Bce no BospacTy. LK B
poauneHom gome 23.08.2000. Peakuus
ManTy ot 14.11.08 -7 mm, 22.10.10 -
oTpuuatensHo. Hanuuve meguumHcKoro
otBoga ¢ 2010 r. HacnegcTtBeHHOCTb He
oTdrolleHa, matb 34 roga, UMEeT XPOHU-
yeckoe 3abonesaHne — nMenoHedpPUT.
Annepruyeckmn aHamHes oTdaroLleH. Mn-
LLleBas anneprus Ha LMTpyCoBbIE.

OObEeKTUBHbLIA CTaTyC Mpu OCMOTPE:
cocTosiHne pebeHka cpegHen cTeneHun

TSXKECTU, TrapMOHWYHOe  huanyeckoe
passutne. UMT =17,1, 4ytO0 sBRAeTCA
HopMoW. KoxHble MOKPOBbI M BUAWMbIE
cnu3nctole GnegHble, cyxoBaTtble. Bo-
nocel cyxuve. Ha nesown pyke B BepxHeWn
TpeTu npegnnedbs B 06nacty 3anscTbsi
1 NIOKTEBOrO CycTaBa MMEETCA apTepuo-
BEHO3Has ducTyna Ans remoauanvaa.
PebeHok noHwxeHHoro nutaHusa. [log-
KOXXHO-)KMPOBOW Cron cnabo BbIpaxeH.
Mepudepuyeckme numdoyarnsl He Bbipa-
XeHbl. B nerkux abixaHue Be3ukynsipHoe,
XpUNoB HeT. ToHbl cepaua pUTMUYHbIE,
3ByYHble. YCC 76 ya./B MuH. XXnBoT m4r-
K, 6e3bonesHeHHbIn. NevyeHb n cene-
3eHKa He YBErNMYEHbI.

BonbHoM npoBeaeHo obcrnegoBaHme.

Y3W nouek ot 26.01.2017. 3aknioye-
Hue: BoipaxeHHble anddysHble nameHe-
HWUSI NAPEHXMMbI MOYEK C YMEHbLUEHUEM
BO3paCTHbIX pa3mMepoB. YNMOTHEHWE Mo-
YeYHbIX CYHYCOB.

O6wwun aHanms kposu ot 23.01.2017
HGB — koHueHTpauusi remornobuHa —
116 r/n.

Buoxumnyecknii aHanus KpoBu OT
25.01.171: KpeaTUHWH CbIBOPOTKM KPOBU
— 377,2 MKMOnb/T, ypOBEHb Xenesa Kpo-
BU — 7, 1MKMOnb/1, hEPPUTUH CbIBOPOTKM
KpoBU — 8,2 MKr/n; ypoBeHb doccopa
kpoBu — 1,5mkmonb/n. Kpoeb Ha napar-
ropmoH ot 25.01.17r — 195 nr/mn.

KOC kposwu (o1 25.01.17r): ctHb — 177
r/n Mmornb/n.

O6wun aHanua moum ot 25.01.17r:
oenok — 1,67 r/n; nenkouutbl 3-5 B n/
3p; 3PUTPOLUTLI N3MEHEHHbIE CMIOLWb B
nore 3peHusi; 3pUTPOLUTbI HEU3MEHEH-
Hble CMIOLWb B MOJie 3peHust.

KoHcynbraumsa oTopuHOMNapuHrorora
oT 27.01.17r. OnarHo3: Cyxon pUHWUT.

Xenuk-Tect o1 27.01.17 r: Hp (++). 3a-
KIMOYeHre: pesynbTaT NoNoXUTENbHBIN.

OOrAC or 27.01.17r: 3aknoyeHue:
[yoneHoracTtpanbHbin pedniokc. Kara-
panbHbI  AucTanbHbI  330carnt. 3a-
cToMHasa ractpogyogeHonatus. PeHT-
reHorpacumsa rpygHomn KnetkM B NpsiMOW
npoekuun ot 27.01.17r: 3aknioveHue: B
nerkux 6e3 o4aroBbIX U UHUNLTPATUB-
HbIX U3MEHEHUN.

OKT ot 27.01.17r: 3akniodeHne: putm
cuHycoBbIvi ¢ HCC 57 ya./muH, Bpagvkap-
ans. BeptukanbHoe nonoxeHne 90C.

KoHcynbtauun  cneumanuctos: [a-
cTposHTeporor ot 27.01.17r: [QuarHos:
OcHoBHo: acTpoasodareanbHbin ped-
TIOKC C 330haruToM HWXHEW TpeTu nu-
wesona. ConyTCTBYIOLMIA: XPOHUYECKUIA
NOBEPXHOCTHbIN PacrnpoCTPaHeHHbIN ra-
CTPOAYOOEHUT, aKTUBHAasi CTaaus, acco-
LMMpoBaHHbIn ¢ H.pylori.
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B pesynsrate o6cnenoBanust Obin no-
CTaBneH KNMHUYECKUI ANArHO3:

OcHoBHON: HacneacTBeHHbIN
GpuT. CHgpom AnbnoprTa.

ConyTcTBytowme: [1ByCTOPOHHSAS Tyro-
YXOCTb HeMpoceHcopHasi, 1-1 cT. lacTpo-
330dpareanbHbI pedritoKe ¢ 330arnTom
HWKHEN TpeTn nuwesoaa. XpOHNYEeCKUn
NMOBEPXHOCTHBIN PacnpOCTPaHEHHbIN ra-
CTpOAYyOAEHUT, akTUBHAsA CTaausi, acco-
uMmMpoBaHHbIn ¢ H.pylori. Cyxon pyHUT.

OcnoxHeHne: XpoHnyeckas noveqHas
He[O0CTaTO4HOCTb, TEPMUHANbHasi CTagus.

3a Bpems npebbiBaHWsA B CTaUMOHape
npoBefeHo neveHve: Pexrm nanatHbIi,
cton Ne7r, [ononHWUTENbLHOE MNUTaHME.
lemogmnanus B TedeHue 4 4, yepes AeHb.
Owmenpason 20mr-no 1 kancyne 2 pasa
B AeHb. ApanbdoH 2000 ME, 3 pasa B
Hegento. Anbdakanbungon 0,5 mkr no 2
Tabn. 1 pa3s B geHb. JIuHekc no 1 kanc. 3
pasa B geHb. KoHTpomnb apTepuanbHOro
[aBneHusi 2 pasa B AeHb.

3a Bpems npebbiBaHWsA B cTauMOHape
OVHaMMKa COCTOSIHWUS MaumeHTa NonoXxu-
TenbHas, ahdEeKTBHOCTL NPOBOAUMOrO
neveHus ctabunbHas.

PebGeHok HanpaBnsieTcs B OTAeneHne
TpaHcnnaHtonormm POKE (. Mocksa),
ONs NpoBeAeHUs TpaHCNnaHTauum noykm
(06.02.17r).

BbiBoabl: 1. B ycnosusax otcyTcTBuA
cneumdnyeckoro neyvyeHns rmaBHOW Le-
Nbl0 CTAHOBUTCS 3aMedrneHne pasBuTust
NnoYeYyHon HegocTaTtodHocTU. [eTam 3a-
npeLlatoTcs U3NYeCKMe Harpysku, Ha-
3Ha4yaeTca MorHoLeHHoe cbanaHcupo-
BaHHOE NuTaHue.

2. MpumeHeHne ropmoHanbHbIX npe-
napatoB W LMTOCTATUKOB He MNpMBOAUT
K 3Ha4YMMOMY YryYLIEHWNIO COCTOSHUS.
OCHOBHbIM METOAOM JleYeHUs OCTaeTcH
TpaHcnnaHTaumsa (nepecagka) noYku.
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1. WrnatoBa M.C. HacnenctBeHHbIi HedpuT
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M.: MeguumHa, 2000. — C. 340-345.

Ignatova M.S. Hereditary nephritis (Alport
syndrome) / M.S. Ignatova, F.D. Calikova//
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2000. — P. 340-345.

2. ConosbeB A.A. HacnencTBeHHble rrome-
pynonatiu ¢ AedeKToM rmoMepynsipHoi 6asanb-
Ho MmembpaHbl / A.A. ConoBbeB, A.B. ManasH //
KnuHuyeckas Hedponorms [eTckoro sospacra:
pykoBod. Ans Bpadven — CI16: JleBwa. CaHkT-
Metepbypr, 2008. — C. 387-393.

Soloviev A. A. Hereditary glomerulopathy with
defective glomerular basement membrane / A.
A. Soloviev, A. V. Papayan // Clinical childhood
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