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Pe3tome. B craThe mpencTaBlieHbl TEHETHUECKUE, KIMHUYECKUE U JTAOOpaTOpHBbIE 0COOEHHOCTH
He(l)pOHaTI/I‘-IeCKOFO ONUCTUHO3a Yy z[eTeﬁ, KOTOPBIEC MOTYT OLITh HCIIOJIB30BaHBI JJIs1
CBOEBPEMEHHOW IMATHOCTHUKH.

KiaroudeBble ciioBa: He(l)pOHaTI/I‘IeCKI/Iﬁ MUCTUHO3, ACTH, TCHCTUYICCKOC TCCTUPOBAHHC.

Resume. The article presents genetic, clinical and laboratory features of nephropathic cystinosis,
which can be used for timely diagnosis.
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BBenenue. Hedpomarnueckuit nwuctuno3 (HIL[) — penkoe ayrocomMHO-periecCuBHOE
3a0o0NieBaHUe, XapaKTepU3yIolleecs HAKOIUICHHEM KPHCTAUIOB IIMCTHHA BHYTPH JU30COM U
COTIPOBOXIAIOIIEECS] TPOTPECCUPYIONUM TOPAKEHUEM WHTEPCTUIIMATBLHON TKAaHU TIOYEK C
UCX0J0M B XpoHudeckyto O6omnesnpb nouek (XbII) B gerckom Bo3pacte. HIl — onna u3 Hanbornee
YacThIX HACJIEJCTBEHHBIX NMpUUMH cuHApoMma dankonu (CP), mpospistomierocs TyOyaspHOU
OpOTEUHYpHEH, TII0K03ypHei, pochaTypuel, runopocdaremueis, METaOOIMYECKUMHU AIlHI030M,
MOJIMYPHUEHN U TIOTUIUTICUEH, PAXUTUUYECKUMHU JIepopMaIiusaMu CKemeTa.

Heab: mpeacTaBuTh reHETUYECKHE, KIMHUYECKUE U jabopatopHbie ocobennoctu HII,
KOTOPBIE€ MOTYT OBITh UCITOJIb30BaHbI JIJIsI CBOEBPEMEHHON JUATrHOCTUKH JAaHHOM MaTOJIOTHH.

Marepuajibl 1 MeTOAbl. B wnccrienoBanue BKIOYeHbI Bce mamueHThl (N=4) c¢ HII,
Haomonasmmecst Bo 2-I'’JIKb r. Muncka ¢ 2004 rona. Ilpoananu3zupoBaHbl BO3pacT HA MOMEHT
nebroTa U YCTaHOBJICHHs AMarHo3a, JaHHble Omoxumudeckoro ananusa kpoBu (BAK), obmiero
ananmm3a moun (OAM), pacyeTHast ckopocTh KiyOoukoBoi guibTpannu (pCKD) no dbopmyne
[IBapiia, cyrounsrii 6emok (Pt) u riroko3a MOYH, CyTOYHAs SKCKPEIHS JIEKTPOIUTOB, KHCIOTHO-
ocHoBHOe cocTosiHue (KOC), pe3ynbTaThl yIBTPa3BYKOBOTO UCCIICIOBAHMS MOUYEBBIICIUTEILHON
cuctembl (Y31 MBC) mpu mnepBuuHoM oOcnenoBanuu. OOpaboTka IaHHBIX BBHIMOJTHEHA B
Statistica 10,0 u Excel. [Ipu onrcannu KOTM4eCTBEHHBIX TaHHBIX HCIIOIB30BAIKUCH MennaHa (Me)
Y MHTEPKBAPTHIbHBIN pazMax (25%—75%), kauecTBEHHBIX MOKa3aTesiel — KoinuuecTna (N) U 10111
(%).

PesyabTaTrel m ux obcyxnenue. Bce 4 manmenta (3 neBouku u 1 manmpumk) Oes
OTSTOIIEHHOTO HACIEACTBEHHOTO aHaMHe3a uMenn uHaHTwibHylo ¢dopmy HII. TleprimMu
NpOSIBIICHUSAME 3a00sieBanus B Bo3pacte 7,5 (4,0-13,0) mecsnes y 3/4 nereit ObLTH U3MCHEHHUS B
OAM B Buze Pt (0,284 (0,115-0,45) r/n) u rtoko3ypud, y 1/4 — momuypust ¥ MOJIUAMIICHUS, Y BCEX
MalMeHTOB OTMeuajach 3ajJepkka TemnoB ¢usudeckoro pa3sutus. [lokazatemn BAK
(kpeaTnHUH, MOUEBUHA, Kaiblui, Gocdop, menouHas ocdarasa, K, HATPUH, XJIOPUIBI) U
pCK® 6pimm B mpepenax BO3pacTHOM HOPMBL. Y BceX HalMeHTOB mo pesyiabraram KOC
ycTaHOBJIeH MeTabonuueckuit arunos: pH 7,35 (7,3-7,41), BE -7,5 (-12,4—3) mmons/n, HCO3
18 (12,7-21) mmomnb/n. CyrouHast skckperust Pt, Timoko3sl, Kajablus, ¢pocdopa, Kalus, HATPHS,
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XJIOPUIOB C MOYOW He mpeBbimana pedepentusie 3HaucHus. [Ipu mepsom Y3U MBC y 1/4
MaIUMeHTa YCTAaHOBIIEH ABYCTOPOHHUI HeppokanbimHo3. 13 comyTcTByromiei maronoruu y 1/4
pebeHKa TUarHOCTUPOBaHa TUCTPOdUs poroBuibl, y 2/4 — nedopmaruu ckenera (O-oOpa3Hbie
HIKHUE KOHEYHOCTH, PaXUTHUYECKUE YETKU Ha pedpax, BOpOHKOoOOpa3Has rpyaHas kierka). Ha
OCHOBAHUU kaJi00 ¥ KIIMHUKO-1a00paTOPHBIX TaHHBIX ObLT BhICTaBIIeH AuarHo3 CO u Ha3HaYeHO
cuMnromarndyeckoe JeudeHue. OpHako paHHUR [€0I0T, MOpaXEHHE HECKOJIBKHX CHUCTEM,
[IPOrpeccUpoBaHue HapylleHus (QYHKIUN MOYEK NpHU JalbHEWIIeM HAOMIOACHUU IO3BOJIIIN
NPENONI0KUTh HACIEACTBEHHBI XapakTep 3a0oieBaHMs M PEKOMEHIIOBATh IPOBE/CHHE
TEHETUYECKOTo uccienoBanus. Y 3/4 manueHToB oOHapy)KeHa TOMO3UTOTHAs MyTallusl B I'eHe
CTNS, uro moarBepmmno muarao3 HII, y 1/4 pebGenka HII BreicTaBien B 13 mer mocne
oOHapyXeHHsI KpUCTAUIOB LIKUCTUHA B poroBuile. Takum oOpazom, Bo3pacT moctaHoBku HIJ
cocraBui 8 (3—15) ner. U3 cnenmduyeckor tepanuu 2/4 MalUMEHTOB IMOJy4Yald IHMCTCAMUH
BHYTPb, 3/4 — riasHble KaIllik, cojaepskaiiue nucreamud. Y 3/4 nmereit k 8 (8—12) romam
ycTaHoBjIeHa TepMuHaibHas craaus XbII ¢ nmocnenyromeit TpancmianTanueil mouyku B 9 (9-16)
JIeT.

3akirouenue. Pannuil ne0rT 3a0oieBaHus, HAIMYUE KIMHUYECKUX U JAOOPATOPHBIX
npusHakoB C®, BO3MOXHOCTh HPOBEACHUS T'€HETUYECKOTO TECTUPOBAHUS IO3BOJISET
CBOEBPEMEHHO YCTAHOBUTH AUArHO3 HEPPONATHUECKOTO [IUCTUHO3a, HA3HAUUTH CIEIHU(PHUIECKYIO
TEparnuio, TEM caMbIM 3aMeIUTh nporpeccupoBanue XbII u 001eryuTh CUMOTOMBI CO CTOPOHBI
OpTraHOB 3pEHUSI.
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