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FEEHETUYECKAA NPUYNHA TMNOKAITMEMUUN

Kucenesa H.C.!
Hay4HbIn pykoBoguTens: goueHT C.J1. Mopo3oB'?

"PoccUCKUIN HaUWOHanbHbIA UccneoBaTenbCKui
MeauLMHCKUA yHuBepcenTeT nmenn H.W. MNMuporosa
Mwun3agpasa Poccum (Muporosckuii yHuBepcuteT), Mocksa,
Poccus;

2HayuHo-1ccnepoBaTenbCKuin KIMMHUYECKUIA UHCTUTYT
neavaTpuu U OETCKON XMPYpPrum MMeHU akagemuka

tO.E. Benbtuwesa, Mocksa, Poccus

KnioueBble cnoBa: demu; 2urnokanuemMmusi; 2urnoMagHUemusi;
memabornuyveckull ankanos; CuHOpom umenbmaHa;
OuacHocmuka

AKTyaJbHOCTB. [ UITOKaneMus — 3TO YacTo BCTpEUarolie-
€Csl HapyIlLIeHUE 3IIEKTPOIUTHOro OanaHca, KOTOPOe JUArHOCTH-
pyeTcs Ipu ypOBHE KaJlksl B IJIa3Me KPOBH MeHee 3,5 MMOJIb/II.
ITpr4ruHaAMHU TAKOTO COCTOSTHUSI MOTYT OBITh KUIIIEUHbIE HHPEKIHH,
MPOTEKAIOMINE C JIETUAPATallUe, THIIePaNIbIECTEPOHN3M, IPUEM
IUYPETUKOB. Y JieTeil CO CTOWKON TMITOKaTueMHUE HEOOX0MMO
UCKIIIOYaTh BPOXKAEHHBIE TyOyIONaThH.

Onucanne KIMHAYECKOro ciaydas. Mansuuk M., ot 2-it
6epeMeHHOCTH, IpoTeKaBIeil 0e3 ocnoxHeHui, 2-x poros. Poc
U pa3BHUBaJICSA B COOTBETCTBUH C Bo3pacToM. VI3 anamHe3a u3BecT-
HO, 4TO B Bo3pacte 11 jieT MaNbIuK HaXOAWIICS B HH(EKINOHHOM
OTJIENICHNH C TeYEHHEM OCTPOTO TOH3WIIIO(PAPUHIHTA, OCIOKHEH-
HOTO Pa3BUTHEM TOKCHKO-aJIepruueckoro sackynura. [Ipu obcrne-
JIOBaHHUU ObLIa BBISIBIICHA ACHMMETPHS Pa3MEpOB MOYEK, B OUOXHU-
MHUYECKOM aHaJIN3e KPOBH OTMEYAJIOCh TIOBBIILICHUE YPOBHS MOYe-
BUHBI 1,3 MMOIb/J1, KpearuHuHa 60 MKMOJIB/J1. B aHanu3ax Mouu
MOUYEBOTO CHHIpPOMa HeT. B Bo3pacte 12 et peOEHOK OBLT rocIu-
TaIN3UPOBAH B OTAENEHHE YPOIOTHH JUTS IPOBEICHUS PEHTI€HO-
YPOJIOTHYECKOTo 00cnen0oBaHus. B OMOXHMMUM KpOBU OTMEYanach
CTO¥iKas rurnokaiauemMus 3,1 MMoub/J, runoxiaopemus 94 MMoIb/,
MeTaboJInYeCKUl KOMIIEHCUPOBaHHbIN JlakTaTanuno3 pH 7,3.
ITpu 3KkCcKpeTOpHO# yporpaduu JaHHBIX 32 THITOIUIA3UIO PABOU
MOYKHU HET. B CBA3M ¢ BBISBICHHBIMH 3JIEKTPOTUTHBIMH HapyIle-
HUSIMH peOEHOK TOCHUTAIM3UPOBAH B OTAETICHUE HE(QPOIOTHH.
Y 607BbHOTO OTMEUAIUCh MBIIICYHAs THIOTOHHMS, (heHOTHITHYe-
CKHE 0COOCHHOCTH — TPEYTOJILHOE JIULO C OOIBIIMM JIOOM, O0JTb-
LIMMHU I71a3aMH, B 1a00paTOPHBIX aHAIN3aX: META0OIMYEeCKHA all-
kano3 (7,47), rumokanueMust (10 3,2 MMOJIB/JT), THIIOXJIOPEMHS
(95 mmornw/n), runomarauemus (0,63 Mmois/i). B GrHoxuMuyeckom
aHanm3e Moul — Oeta-2-MukporoOynuaypus (907,2 MKr/cyr),
YTO CBUAETENLCTBYET O KaHAIbLEBOH AuchyHKuuH. [1o coBoKyn-
HOCTH KJIMHHUKO-JA00PaTOPHOTO CUMIITOMOKOMILIEKCA OBL1T 3a110-
no3peH cunapoM baprrepa u cunnpom I'mrensmana. [pu moneky-
JISIPHO-TEHETUYECKOM 00CIIeI0OBaHIH OOJIbHOTO BBISIBIIEHA KOMITa-
yHA-reTepo3urotHast myTtanus rena SLC12A3. Jlanapie MyTanun
PacIeHNBAIOTCS KaK MAaTOT€HHBIH 1 BEPOSTHO NATOTCHHBIN Bapu-
QHTBHI, ONIMCaHHBIC Y OOJNIBHBIX ¢ CHHAPOMOM [ nTenspMaHna.

IpakTnyeckas 3nauumMocThb. Cunapom ['urenpmana —
ayTOCOMHO-peLleCCUBHOE 3a00JIEBaHuUE, CBA3aHHOE C JIe(heKTOM TH-
asun-uyBctBuTenapHOr0 Na-Cl xoTpaHcmopTepa JUCTaNbHBIX H3-
BHUTHIX KaHAJBIEB U3-3a MyTanwmii B reHe SLC/2A43. Hecmotps Ha
penKoCTh 3a00JIeBaHMS, TIEAUATPBI U He(DPOIOTH JTOIKHBI OBITH
OCBEJIOMJICHBI 00 3TOH (popMe MaToIOTHH.



