O6bveguHeHune
Monopabix Hedponoros

Poccumn n HoBbix HesaBncumbix locygapcts

OcobeHHOCTH TeYEeHMA N ANAarHOCTUKMU
X-cuenneHHoro cMHapoma AnbnopTta ¢ ANPPYy3HbIM
NEeNOMUOMATO3OM KeTlYAOYHO-KULLEYHOrO TPaKTa

ABTOp: Anekceesa TaTbAHa AneKceeBHa,

OpAMHATOp — NeamnaTp

Kadeapbl IHHOBALUMOHHOW NeanaTpun 1 AeTCKOM XMPYpPrnm
®rA0yY BO «PHUMY mm. H.WN. Tnporosa» M3 PP
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O6bepuHeHne

AKTYya/IbHOCTb Npobnembl -3 PO

IS

X-cuensieHHbIM cuHapPomM AnbnopTta ¢ AUPPy3HbIM 1€MOMMUOMATO30M KpanHe
peaKasa NaToNorus.

B mupe onncaHo meHee 100 KAMHUYECKUX CAy4aEB.
PacnpocTtpaHeHHOCTb 3a601€eBaHMA HEU3BECTHA.

[laHHOe co4yeTaHune npeactasaser cobom CNOXKHOe ANA AUMArHOCTUKU U

BeAeHUA KomopbuaHoe cocTosiHue, Tpebyiollee MyabTUAUCLUUNANHAPHOTO
noaxoaa.

Llenb paboTbil

MpeactaBuTb 0OCOOEHHOCTUM TeYeHMs U AMATHOCTUKM  X-CLEen/IeHHOro

cmHapoma AnbnopTta ¢ ANPPy3HbIM NEMOMMOMATO30M NULLEBOAA MU NMPAMOU
KULWKMW.
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S Monom seponoros
* Martepuanbl U MeTOAbl UCCNeJOBaHUA = O

O606LLeHbI KIMHNKO-NnabopaTopHbie AaHHble pebeHKa C
X-CUen/ieHHbIM CUHAPOMOM AnbnopTa B coyeTaHun ¢ AnddPy3HbIM
NeMOMMOMATO30M KeNYA0YHO-KNLIEYHOro TPAKTA.
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O6bepuHeHne

[TonyyeHHble pe3ynbTaThl == PO

S

NleBoyka 11 net 6blna obcnesoBaHa B CBA3M C remaTypuen € annsogamu

MaKporematypum Ha (poHe MHTEPKYPeHTHbIX 3aboneBaHuin (c 8 mecAues
XKU3HMU).

CemMenHbIN aHaMmHe3 pebeHKa He OTAroLLEeH.

N3BECTHO, YTO pebeHOK MMmen ABYCTOPOHHIOK KaTapaKTy (AMarHOCTMpOBaHa
B 1 roa, onepatMBHaA KOppeKuua B 2 roaa), Pe3NCTEHTHbIE K OCMOTUYECKUM
cnabutenbHbIM XpPOHMYECKMe 3anopbl C 3-X NeT XU3HUM (N0 AaHHbIM

obcnenoBaHMA - MErako/IOH, MarapeKkTym, TPeLlnMHa aHyca; aHonAacTuKka B 7
neT).

B 9 ner B cBA3M C A/INTENbHbIM Kawnem 6bin BbisBNEH ANPPY3HbIN
IENOMMOMATO3 NULLEBOAA.

NccnepoBaHme naHenn reHoB «CuHapom AnbnopTta» 6bi10 HEFaTUBHbBIM.
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[TonyyeHHble pe3ynbTaThl

Mpu Hedponornueckom obcnepgosannn: poct - 143,5 cm (25-50%), macca -
35 Kr (25-50%); Al - 90/58 mm.pT.cT. (<50 %), B MoUe remaTypus, anbbymumH
— 37,6 mr/n, cytoyHaa npotenHypua — 0,11 r/cyt, pCKP (CKiD U25) — 90,7
mn/mun/1,73m?%. YBennyeHue obbvema noyek (npasaa — 105,5 cm3/m?, nesas
— 99,1 cm3/m?;, cooTHoweHWe obbema noyek U maccbl Tena — 0,67%),
Heo4HOPOAHOCTb KOPKOBOro C/10A NMapeHXuMmbl noyeKk BbiaBnanacb no Y3N.
CnyX COXpaHHbIN.

[lonHOe reHOMHOEe CEeKBEHMPOBAHWE BbLIABUAO MPOTAXKEHHYIO AeNeuuto B
reTepo3nroTHOM COCTOAHUU C NpPUBAN3NTENBbHBbIMU rpaHnUaMm
chrX:108400000-108700000 n pasmepom 300000 n.H., 3aTparMeatoLLyto
y4yacTkn reHos COL4A5-COL4A6, noaTBepaAUBLLUYHO AMArHo3 X-CuUEnaeHHbIU
cmHapom Anbnopta ¢ ANPPYy3HbIM NTENOMMOMATO3OM.

PebeHKy HasHayeH 3Hananpun (10 mr/m?/cyT); pekomeHOoBaHa
KOHCcepBaTUBHasA Tepanua feMommomaTosa (amera, KoppeKuma 3anopos).
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O6beauHeHne .
Monoabix He¢p0nor03 Pﬂ 0
Poccuu 1 Hosbix Hesancumbix
rocypapcTe

R BbiBOab!

Ha npumepe Hawero naumeHTa Mbl XOTE/IM NOKa3aTb, YTO coveTaHme X-
cuenseHHOro cMHAaApoma AnbrnopTa ¢ ANPPY3HbIM TIENOMMOMATO30M —
C/I0XKHAA KIMHUYecKaa npobnema, Tpebyrowana MybTMANCUUNIMHAPHOTO
noaxoda K BeAeHUo NaLMeHTOB, KOTOpas BKJOYaeT B cebA:

* peryisapHbIi MOHUTOPUHT PYHKLIMKN NOYEK, OCTPOTbI C/IyXa U
odTanbmonormyeckoe obcnenoBaHue;

* NPoPUNAKTUKY NporpeccmpoBaHms 3aboneBaHnA NoYvek B BUAE
Ha3HayYeHUA HePpPONPOTEKTUBHOM Tepanum,

* ﬂpOd)MﬂaKTMUKy CHUXEHNA CN1IyXa B BNAe MCKINKOYHEHUNA LUHYMOBDbIX
BO34ENCTBUN Ha OPlraHbl CAyXa,

* KOHTPO/1b 33 NOTEHUMANbHbIMWN OC/IO}KHEHNAMM NEMOMMUOMATO33a U
CBOEBPEMEHHAA NX XMPYPrMYECKan KoppeKkuums;

* 3 TaKXe 0b6A3aTeNlbHOEe cEMENHOE FreHeTUYEeCKoe KOHCYNbTUPOBAHUE C
YYETOM PUCKa pa3BUTUA 3aboneBaHnA y notomctea ¢ 50% BeposATHOCTbIO.
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BbiBOAbI

C Uuenblo reHeTMYECKOro NoATBEPKAEHUA AMarHo3a NaumMeHTam
NOKa3aHOo NpoBeaeHne NONHO3K30MHOIO MU NOJIHOFEHOMHOTO
CEKBEHUPOBAHUA, TaK KaK Ha NpUMepe Halwero cyyas Mbl BUAUM, YTO
nccneaoBaHME MNaHENN reHOB CMHAPOMA ANbropTa He No3BoAseT
ANArHOCTUPOBATb 3TO 3aboneBaHue.

B HacToAwee BpemAa OTCYTCTBYIOT PEKOMEHAALMNN, PEer/laMeHTUpYytoLme
KPaTHOCTb 1 06bem 0bcnegoBaHMA NAaLMEHTOB C YCTAHOBAEHHbIM
ANPPY3HbIM TIEMOMMUOMATO30M, YTO KOHEYHO 3aTpyaHAET BeAeHue
3TMX NauMeHToB. [lanbHenwune nccnegoBaHusa, KOTopblie NO3BONAT
YTOYHUTb MEXaHU3M Pa3BUTMA 3aboneBaHMA, TaKKe JaayT
BO3MOXXHOCTb pa3paboTaTb HOBblE METOAbI NeYeHUS.
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