Kongepernuusa «/lomonocos 2018»

Ceknust «Kimmnngeckast MeuImHa»
OcobenHocTu peHaJIbHOTO cuHApoMa PaHKOHM y IAIMEHTOB ¢ HedppoHODTU3OM

Hayunbiii pykoBoautesab — JleBnamBuian 2Kanna I'aBpusioBHa

Kanauna Aaexcardpa Baadumuposha
Cmydenm (cneyuasrucm,)
Cankr-IlerepOyprekast rocyapcTBeHHasl TI€INATPUIECKAsT MEIUIIITHCKAsT aKaIeMUs,
Camnkr-IlerepOypr, Poccust
E-mail: kaplina_ shi@mazil.ru

Beenenne: Hedbpornodruz (NPHP) - ayrocomuo-pereccusroe 3a60/1eBaHme MOYEK, TPOJIYK-
Thl TeHoB NPHP Jokasmm3oBanbl B primary cilia - ceHCOpHBIX OpraHesIax, HaXOJIAINIUXCS Ha
AlMKAaJIbHOI IOBEPXHOCTH KJIETOK KaHAJBIEB 1ovek |2|. Penanbublii cunapom Fanconi - Ty6ysto-
[aTHs, XapaKTepU3yIoasicsa reHepaIn30BaHHbIM 1ePEKTOM CUCTEM TPAHCIIOPTa aMUHOKUCJIOT,
JIIOKO3bI, OUKapOoHaToB, (hochaToB, Kaablus B IPOKCUMAJIBHBIX KaHAIBIAX MoueK [1].

[enn: BuigBuTb 0COOEHHOCTH KJIWHUKH, JIMATHOCTUKU pPEeHAJbHOrO cuHjapoma Fanconi y 5
nereit ipu Hedporodruze (NPHP).

[MamumenTtsr u Meroe: ObcaenoBanbl 5 gereit ¢ NPHP (2 nepoukn, 3 manbunka): 1 Magbauk
¢ nH(AHTUIBHBIM TUIIOM, 4 JleTeil ¢ IoBeHUIbHBIM TuIoM. Cpeinnii Bo3pact jereit 8,8+1,4 jer.
OnenmBasuch KimHudecknit anaan3 kposu, KOC, Ca, P, K, Na, Cl, ypoBun KpearuHuna, Mo-
YEBUHBI, [TapaTUPeonIHOro ropmMona B kposu. Otenena dyukims nodek mo CK® B dopmyste
Schwartz, kanasbIesast peabeopbitust pocdaros (KPD), MKP® /CK®, dbocdar/kpeaTnHUHOBDII
(P/Cr) n xamnbrmit/kpearnannossrit (Ca/Cr) ungekcst. [eHermaeckoe ncciie[oBanne IpoBe/IeHO
y 1 nmamnuenTa.

Pesynvrater: ¥V 4 nereit ¢ oBenmwibabiM NPHP ycranosiensr anemusi, runodocdaremude-
ckuit paxur co camzxkennem KP® 67,2+4,0%, MKP® /CK® 1,140,2, Basibrycuoii gedopmariueit
KOHEYHOCTEl U TPOrpecCUPOBAHUEM CTATUKO-IMHAMUYECKON HET0CTATOYHOCTU, TMPOKCUMAJIh-
HBII KaHAJIbIEBbIA MeTabondecKuil anuao3. ¥ 3 jgereil runepkaibimypust 4,3+2.8 Mr/ i ¢
sropuusbiM runepnaparupeozoMm (IITT or 47 mo 819,4 nr/mu), nporeunypust 0,94+0,6 r/cyr.
[mokozypust - y 2 nereit. [lpu obcnenoBanum y 5 jereil yctaHoBJIeHO Hapylenue (QyHKIAN
nodek - xpoumdeckas 6osesnb nouek (XBII) C2-C3 y 3; C5 - y 2 geBouek 11 u 12 jer, 1
mastpauka B 18 jietr. Ilo pesynbratam Y3U y Bcex jereil BBISIBICHO yMEHbBIIIEHHE 00bEMa I0-
YeK, MeJKHe KHUCThI B IMapeHXuMe IMOYeK, CHIzKeHne auddepeHnnpoBKN MOYe9HON TKaHu. Y
rpyaHoro pebenka ¢ nndantuababiM NPHP Boigsiena myrtarus del 12p, Mejikue KUCTHI B ITa-
peHxuMe 00erX IMIOIIA3MPOBAHHBIX M0YeK (06beM mpasoit mouku 11,2 cm3, neBoit - 7,1 cm3),
MuKporuaTud, japuaromasdius, JIMIIIL. Ha 24 cyTku nuarnocTupoBaHo OCTpoOe MOBPEK/IEHNE
nouek (OIIIT), kpearunun 0,171 Mmoo /i1, ModeBuna 21,8 Mmob /71, anemust - Hb 106 ©/u1, ru-
nepkasmemust. Hemosablit cunpom Fanconi (mporentuypust, rimokosypus, rutnepdocdarypus,
MeTaboTMIecKuil al/103) BhIsIBIEH B 6 Mec, OTMeUYeHbl MaJible MPUOABKE Beca, 3a/IepKKa, [ICH-
XOMOTOPHOIO pa3suTusi, paxuT. B 2 roja ycranosiena XBIT C3 (CK® 39,3 mu/mun /1,73 cm2).
Hersam npoBojmiuch Tepanus dpocdarubiM Oydepom, akTUBHBIME MeTabouTaMu Butamuna D
(pokasibrpoi), koppekiug KOC, npu XBIT C5 remopuanus y 3 gereii.

Bremsogpr: Hedpponodtus y gereit nposBisjicss CAMIITOMOKOMILIEKCOM PEHAJIBLHOTO CUHJIPOMa,
Fanconi ¢ ucxomom B XBII. Curmapom Fanconi cBujerenbecTByeT 0 CHMKeHHN peadbcopOimm B
IIPOKCUMAJILHBIX KaHaJIbIIaX, I09TOMY HeoOXoiuMa Tepalius dpocdarHbiM OydepoM, BUTAMIHOM
D, koppekiusg MeTaboTMIECKOro aIuo3a.
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