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MOJIEKYJJIAPHO-TEHETHYECKHUE U IUTOMOP®OJIOI'MYECKHUE
OCOBEHHOCTH MOYEKAMEHHOM BOJIE3HH Y TAITMEHTOB C
METABOJIMYECKNUMU HAPYHIEHUAMU
Ncomannnosa Jlona KamomnanaoBHa
AccucteHt kadeapbl KIMHUKO-1a00paTOpHOi
nuarHoctuku ¢ kypcom OIIJIO kamHUKO-1a00paTOpHOM TUArHOCTUKU

A3sumoBa Mynuca Hacum ku3u
KJIIMHWUYECKUI OpAMHATOP Kadeaphl KIMHUKO-Ia00paTOpHOU
IuarHoctuku ¢ kypcom @IIJIO kanMHUKO-1a00paTOPHOM TUAarHOCTUKU
CamapkaHICKUI TOCYTapCTBEHHBIN MEIUIINHCKAN YHUBEPCUTET,

Mypotkynos ["aiipat AKMaioBU4
Crynent CaMapKaHACKOrO rOCy1apCTBEHHOTO MEAUIIMHCKOTO YHUBEPCUTETA,
Camapkann, ¥Y30ekucran

AHHOTALMSA:
MouekamenHass Oone3Hb (HeppoiauTHa3z) OCTaéTcs OOHOM U3 Haumbojee
pacipoCTpaHEHHBIX TMATOJIOTUHA MOYEBBIICTUTEIFHOW CHCTEMBI, CYIIECTBEHHO
BJIUSI HA KAYECTBO XU3HM MAI[UEHTOB U TMPEACTABIISISA CEPhE3HYIO0 MPOOsIeMy st
3npaBooxpaHeHusi.  Ilatorene3  3a0osieBaHusi  ABJIAETCA  CIOXKHBIM U
MHOTO()AKTOPHBIM, TECHO CBSI3aHHBIM KaK C HApyIICHUSIMA OOMEHa BEIIECTB, TaK U
C  HACIEACTBEHHOMW  MPEIpacloNOXKEHHOCThI0.  Hapyimenwss — KanbIMeBO-
dbochopHoro, oOkcagaTHOrO U IYPUHOBOIO OOMEHA, XapakKTepHbIe IS
MeTa00JIMYECKOr0  CHUHAPOMA,  CO3/JAIOT  OJaronpusaTHBIC  YCJIOBUSA IS
KpUCTau1I000pa3oBaHus 1 POopMUPOBaHUSI KOHKPEMEHTOB B novkax [1,2,3].
Heab ganHoro 0630pa 3aKiIrO4YaeTCs B CUCTEMAaTHUECKOM aHAIM3€ COBPEMEHHBIX
JaHHBIX O MOJIEKYJISIPHO-TeHeTHYEeCKMX MeXaHM3MaX, CIOCOOCTBYIOLIUX
pa3BUTHIO He(ppOJUTHA3a, a TaKXkKEe O HUTOMOP(OJIOrHYeCKHX H3MEeHEHHSX
KJIETOK MOUYEBOTO 0CaJIKa Y MaIMEHTOB C MeTa00INYecKUMU HapyeHusMu. Ocoboe
BHUMaHHUE YJIEJICHO T€HaM, PETYJHUPYIOIIMM TPAHCIOPT KallbLMs, OKCANIaTOB U
moueBort kuciotel (SLCI13A2, AGXT, CARS, UMOD, CLDNI14), kotopsie
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GOpMHPYIOT TEHETUYECKYI0O OCHOBY MIPEIPACIONIOKEHHOCTH K HapYIICHHUIO
MOHHOTO 0anaHca U KpuctajuiooOpazoBanus [7.8].

Kpome Toro, paccmarpuBaercsi BIHMSHUE AUCMETA00JUYECKOr0 CHHAPOMA Ha
MoOpQoreHe3 KJIETOK IMOYCUHBIX KaHAIBIIEB W TPOIECC KPUCTAJUTM3AIUU COJICH.
OcoObIii MHTEpeC MPEeAcTaBiIsSeT HUTOMOP(GOJOrnYecKHil aHAJIU3 MOYEBOIO
ocaaka, Bkimouyas npumeHeHne JIMTOC-cucrembl, TO3BOJSIONIECH paHHEE
BBISIBJICHUE CTPYKTYPHBIX HM3MEHEHUM KJIETOK U MHUKPOKPHUCTAIOB €IIE M0
KJIMHAYECKUX TMpOsiBJIeHUN 3a0oneBanusi. lcronb3oBaHWe TakuX TMOJIXO0B
OTKPHIBAET BO3MOXKHOCTH [JI1 PaHHEeH [IMATHOCTHKHM, MOHHUTOPHUHIa W
MEePCOHAIN3UPOBAHHON NMPOPUIAKTUKHA MOYCKAMEHHOM 00JIE3HU Y MALIMEHTOB C
MeTa00IMYECKUMU HAPYIICHUSIMH.

KiarwuyeBble cjoBa: MouekaMeHHasi OOJIE€3Hb, IUCMETA0OJWYECKUN CHUHIPOM,
nuTomMopdosorusi, MoleKkyisipHo-reHeTndeckue Mapkepol, JIMTOC-cucrema,
HedpoTHa3.

Beenenune. Mouekamennas 6ose3ns (MKDB) -3To mynsTudakTopHoe 3a0oieBanue,
XapakTepusyroleecss 00pa3oBaHHEM KaMHEH B MOUEBBIBOISIIIIMX My TSAX BCICACTBUE
HapylmeHus: PU3NKO-XUMHYECKOT0 PABHOBECUS MOYH, KOJUIOUIHOM CTaOMIBLHOCTH
W TPOILIECCOB KpUCTaUIM3alMu cojied. B  mocienHue roAbl BHUMAaHUE
UCCIIE0BATENIEd COCPEAOTOYEHO HA POJM MeTa00JMYeCKMX HApPYLIeHHH -
OKHPEHUS, NTHCYJIMHOPE3UCTEHTHOCTH, TUIIEPYPUKEMHUHN U TUMNEPKAJIbLIUYPUU - U
reHeTH4ecknux  (akTopoB, ONPEACIAIONIMX  MPEAPACHOIIOKEHHOCTh K
HedponuTHuasy.

ONUJIEMHOJIOTHUECKHE JaHHbIE TTOKa3kIBaloT, uTo J10 40—-60% nmamuentoB ¢ MKb
HMEIOT NMPU3HAKH MeTA00JIMYeCKOro CHHAPOMA, a COUECTaHHE METa0OIMYECKUX
HapylIeHUH ¢ TEeHETMYECKHMM BapHUaHTaMHU YCUJIMBAECT PUCK (POpMHUPOBaHUS
KOHKPEMEHTOB. VI3MeHEeHHUsI TUTTUTHOTO U YTJIIEBOJHOTO OOMEHA MPUBOJIST K CIBUTY
pH Mouu, HapylIeHHIO SKCKpEUHMH IUTPATOB, KaJbLMs M OKCallaTOB, CO3/1aBas
OJIaroMpUATHBIE YCIOBUS TSI KPUCTAITIOO0PA30BaHUS.

MKB nopaxaer ot 5 10 15% HaceneHus, Ipu TOM y NAIUEHTOB C META00IMYECKUM
CHHIPOMOM pPHCK He(poJuTHa3a yBeJIMuuBaeTcs B 2-3 pa3a. Benymumu
(dhakTOopamMu pa3BUTHSI 3a00JICBAHUS SIBJISIFOTCS TUTIEPKAIBIINYPUSI, TUTIEPOKCATYPHUS,
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TUIEPYPUKO3YPHsI, a TaKKe CHUKEHUE YPOBHS €CTECTBEHHBIX HMHTHOMTOPOB
KpUCTAJUIM3ALUH, TAKUX KaK LIUTPAThl, MArHUN U TJIMKOIIPOTEHUHBI.
MeTtabonuueckue HapymieHUs MPU OXHUPEHUH M caxapHoOM jauabere 2 Tuma
IPUBOJAT K CABUTY KUCJIOTHO-IIEIOYHOTO OamaHca MOYM B KUCIIYIO CTOPOHY, YTO
CIIOCOOCTBYET BBINAJICHUIO COJEH MOYEBOM KUCIOTHI U OOpa30BaHUIO OKCAlIaTOB
KaJbIUsl. B COBOKYITHOCTH C r€éHeTHUECKOH MPeapacioyioKeHHOCThIO 3TH (PAKTOPBI
(GOpMHUPYIOT OCHOBY [UIsl XPOHUYECKOTO U PEUUIAUBUPYIOUIETO TEUCHUS
3abosneBanus [4,5].

MouekameHHas 00JI€3Hb UMEET HACJIEACTBEHHYI0 KOMIIOHEHTY: okoJyio 25-40%
CIIy4aeB BCTpPEYAIOTCA y UJIEHOB OJHOM ceMbU. COBpEMEHHBIE HCCIEIOBAHUS
BBISIBUJIM  PsAJl  TEHOB,  KPUTHYECKA  BaXHBIX  JUJII  PEryJIUpOBaHUs
KpUCTAUI000pa30BaHMS U TPAHCIIOPTA COJIEH B MOYKAX:

SLC13A2 KOJIUPYET HATPU-TUKApOOKCUIIATHBIN KOTPAaHCIIOPTEP B
MPOKCUMAJIbHBIX KaHaJbLIAX; MYTAllMM HApyIIalOT BBIBEJCHHUE OKCaJaTOB U
LHUATPATOB, MTOBBIIIAS PUCK KAJIbINN-OKCATATHBIX KAMHEW;

AGXT ¢depmenT, yuacTByromuii B MeTaboIu3Me TiMoKkcuiata; Ae()eKThl MPUBOISIT
K IIEPBUYHOM TUNEpOKcanypuu | trmna;

CARS (Cysteinyl-tRNA synthetase) ydacTByeT B 0OOMEHE cepocCOAepKaIIUX
AMUHOKHCJIOT; €ro HapylIeHUe crnocoOCTBYeT 00pa30BaHUIO IUCTENHOBBIX KAMHEH;
UMOD «xomupyer ypomonynud (Oenok Tamma—Xopcdanna), KoTopbiid
NPENSATCTBYET AATrE€3UMM KPUCTAJUIOB K JIUTEIUI0 M HUIPAET 3alUUTHYIO PpOJIb;
MYyTAaIMH CBS3aHbI C TIOBBIIIEHHBIM PUCKOM HEPPOKAIBIIMHO3A;

CLDN14 6e10K MIOTHBIX KOHTAKTOB, PETYJUPYIOMIMI NPOHUIIAEMOCTh KaHAJIBLIEB
JUISL KaJbIUsl; TUIEPIKCIPECCUs YCWIMBAET TUNEPKAIbLIUYPUIO U KaJbLUUEBBIN
HedponTHa3.

O1H reHsl GOPMHUPYIOT BTOPUYHBIN reHeTH4ecKHil (POH, KOTOpPbINA YCHUIIMBAET
BJIMSIHME OCHOBHBIX MOJTMMOP(PHU3MOB U MPEAPACIIONaraeT K pa3BUTHIO PAIUYHBIX
TUIIOB KOHKPEMEHTOB [3,4].

[{utomopdosornueckoe HcciIeOBaHUE MOYEBOIO OCaJKa IO3BOJSET BBIIBUTH
paHHUE TpU3HAKA TOBPEXKIEHUS HeppoTenuss M  CTENEeHb AaKTUBHOCTU
MAaTOJIOTMYECKOTo Mpolecca. Y MalueHTOB ¢ METa0OIMYECKUM CHHAPOMOM YacTo
OOHApYKUBAIOTCS:
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- TUCTpOPUUECKUE U3MEHEHHUSI KJIETOK SIUTENUS KaHAIbIICB;

- BaKyOJIM3allys IUTOIJIA3Mbl U TIMKHO3 SIZIED;

- MOSIBJICHUE OEJIKOBBIX MAaTPUIl U MUKPOKPHUCTAJIIIOUIOB;

- YBEITMUCHHUE YMCIIA JIN3UPOBAHHBIX KJIETOK M ()parMeHTOB MEMOpaH;

- MPU3HAKU BOCIAJICHUS U OKCUIATUBHOTO CTpecca.

Ucnonb3zoBanue JIMTOC-cucrembr (Illatoxuna C.H., 2010) mno3Bossier
KJacCu(UIMPoOBaTh KJIETKA MO MOP(HOJIOTHYeCKUM THUraM (MeTabOTUYEeCKUH,
BOCHAJIUTENIbHBIN, 1€CTPYKTUBHBIN, KPUCTAJUTMYECKUN U JIP.) U BBISBIISITH PAHHUE
NPOSABJIEHUS] HAPYLIEHHsl TOMeocTa3a, ené A0 KIUMHUYECKUX MPOSIBICHUN
He(dposMTHasa.

B3aumoneicreue MeTa00JIHYeCKUX U reHeTUYeCKMX (dakropos.
Metabonuyeckrue  HapylUIeHUs  YCHUJIMBAIOT  peaM3allui0  T€HETHYECKOU
npeapacnoynioxkeHHoct. Tak, y manueHToB ¢ mytanusimMu SLC13A2 u30siTouHOE
noTpebieHne OelKka M OKCallaTOB YCKOpsieT o0pa3oBaHHE KalbIMEBBIX KaMHEH.
NHCYyTMHOPE3UCTEHTHOCTh TIPU  JMAa0eTe CHUXKAET OHKCKPELIHI0 aMMOHHUS U
MOBBIIIAET KUCJIOTHOCTh MOYH, YTO aKTUBUPYET MPOIECCHI KPUCTATUTU3AIIHH.
KomOunaius MoJieKyasipHO-TeHeTHYeCKUX U HUTOMOP(OIOTrHYeCKUX JTaHHBIX
MO3BOJIIET ©OoJiee TOYHO OIEHUTh pUCK HedponauTHaza u  pazpadoTaTh
NePCOHAIN3UPOBAHHBIE MOAX0AbI K NPOGUIAKTHKE U JIEYEHHIO.

3akiaoueHue. MouekameHHass O0JIe3Hb Yy MAIMEHTOB C METa0O0IMYEeCKUMU
HapylLICHUSIMA XapaKTepU3yeTCs KOMIUIEKCOM MOJIEKYISPHBIX, KIETOYHBIX U
OonoxumMudeckux HapyuieHuil. 'eneTuyeckne noaumopgusmsel B renax SLC13A2,
AGXT, CARS, UMOD u CLDN 14 co3natoT npeapacnoiaoKeHHOCTh K HAPYIIEHUIO
TPAHCIIOPTa MOHOB U COJIEH, UTO MOBBIIIAET PUCK (GOPMUPOBAHUS PA3TUYHBIX TUIIOB
KOHKPEMEHTOB. OIHOBPEMEHHO MeTA00IMYECKHI CHMHAPOM Yepe3 HapyLIEHUs
JUNUAHOTO W YIJIEBOJHOTO OOMEHa, CABUT KHCIOTHO-ILEIOYHOro OanaHca u
W3MEHEHUS DKCKPEIIMH KBNS M OKCAIATOB YCUIIMBAET ITH MPOIECCHI, (hopMupys
OJIaroMpUATHBIE YCIOBUS TSI KPUCTAITIOO0PA30BaHUS.

LuTtomopdosornyeckoe HccjleJ0BaHHEe MOYEBOIO O0CAaJAKa, OCOOCHHO C
npuMmeHenneM JIMTOC-cucreMbl, MO3BOJISIET BBIABISATh PAHHUE CTPYKTYPHBIE
W3MEHEHUS KJIETOK OIUTENUS M TMPU3HAKK KPHUCTAI000pa3oBaHUs emig o
KIMHUYECKUX TPOSBIEHUM HedpoiuTHaza. ODTOT METOJ CIYXHUT I[€HHBIM
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UHCTPYMEHTOM PAaHHEIr0 BbIABJIEHHA, MOHHUTOPMHIA M OLEHKH CTeleHHU
AKTHBHOCTH 3200JIeBaHUsI, YTO OTKPBHIBAET BO3MOKHOCTH JUIsI CBOEBPEMEHHOMN
npoUIAKTUKA U Pa3pabOTKU MePCOHAJM3MPOBAHHBIX CTpPATeruii JieyeHus
MAI[MEHTOB C BBICOKUM PUCKOM (DOPMHUPOBAHUS KaMHEA.
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