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aTmonorna v nartoreHes MKb:

coBpeEMEHHbIE aCllEeEKTbI




NCTOPUNHECKHNE PAKTDI

480(|) NeT A.H.3 B El Amrah (ErnnT) OTKpPbITbl MOYeBble KAMHM

TZ‘*?E‘K MH.3 Sursuta BbINO/HUA NePUHeasIbHYH NTOTOMMUIO

4 BeK A0.H.3 ["'MnnokpaT onucan noyevyHble KAMHW BMECTE C a6CLI,ECCOM MOY KN, onmcarsl
noparpy n gaa KndaTBy HE ONeEpPUpPoOBaTb MOYHEBBLIE KaMHN

1797 Wollastone ngeHTMMLUMpoBan B MOYEBbLIX KAMHAX KalbLMA OKcanaT
1833 Berzelius BBeNn TepMUH UUCTUH

1926 Summer Bblgenun ypeasy ( )

1957 Watts onmncan nepBUYHYIO FMne poKcaypuro

1957 Yendt npyMeHnN TMasng ans nevyeHUs rure pokcanypumn

1968 Resnik onncan reHeTu4ecKme npeanocbIi/IKM OKcaniaTHOro imtnasa
1980 Chaussy Bnepsble npumeHun AJ1T ana Apo61eHNs NoYeUHbIX KAMHEN
1998 Sidhu onucan ponb Oxalobacter formigenes B atnonatoreHese MKbB
1998 Kajander and Ciftcioglu o TKpbl/In HaHO6aKTe pUKn

1999 no dmsunonornm n meanunHe Gunter Blobel 3a paboTbl no
MeTabonmM3My oKcanata




MoyekameHHasa 001e3Hb —

+




AHAMHES

BU3YA/TN3ALNA v BNOXNMINA




NECTPYKLS M PEKOMEHOALA
N/
mdl 51VIMVHALIAS KAMHS

METABOJIMHECKAHA
ANATHOCTUKA




KAMEHDb KAK
bOJIE3H




-OK30OIMEHHbIE

-OHAOI EHHbIE

NOCTPEHAJIbHBIE:

-NMOBPEXAEHVE
SANNTEJINA
-OBCTPYKUNA

PEHAJIbHbBIE:

-FfNOMEPYNAPHDBIE

-TYBYNAPHBIE




[EHETUHECKWE

PACCTPOVICTBA 1 YPOJTMTUAS

+

B reHeTnyeckom kKatasiore McKusick’s
On-Line Mendelian Inheritance in Man
(OMIM) BbisiBNeHo 6onee 30
COCTOSAHUN, NMPUN KOTOPbIX YPONUTMNa3
ABNAETCH rMaBHbIM NPOSABNEHNEM UMK
BHOCUT BK/1aZl KaK CUMMNTOM B OOLLEM
NposBieHnn 601e3HN




[EHETUNYHECKWE
PACCTPOVICTBA 1 YPOJTMTUAS

T

CemeiiHas ngeonartnyeckas rmnepKaibLnypus

bonesHb Dent’'s/X-cuenneHHabi HedpponuTuas/ X-cuensieHHbIN
peueccnBHbIN runodocdaremmudecknn paxut tmn Il

MoeonaTniecknn KasbLmn OKcaslaTHbIN HeponmTnas
[lepBnyHaa runepokcanypua Tmn 1
[lepBUYHaA runepokcasypusa Tmn 2

Lesh-Nyhan cnHapom

[MnepakTUBHOCTL hocdopubosmnnupodocdart cuHTeTasbl-1
KcaHTUHYypus

Oedunuunt ageHNH docdopurbosnn-tTpaHcpepassbl (2,8-ANA)

LnuctnHypua tun 1
LnuctuHypma tmn 3



1936 naumeHTOB, Rapado A.et al.

+ [MpnyunHa

MouyeBas Kuc/oTa
["'MnepKanbunypund
NHpeKuma MoYeBOro Tpakrta
AHOMa/IMN MOYEBOr0 TpakKTa
[MoBbILLEHME NpUeMa LLe/T0YHBbIX NPOAYKTOB
["'MnepnapaTtneos
LinctnHypud

KocTHasa metannasug
["'Mnepokcanypus
TybynapHbIv aumnaos
KcaHTnHypus

N anonaTtuyeckuin nnTmnas




KJTACCNPUNKALWNA

MOUEKAMEHHOW BOJIE3HU

Knaccnumkauma Hepposimtmasa MOHO Kom6uHaumnm
[t Uiate Sories 3008 1038 (%) (%)
AOCOPOTMBHAaA rmnepKasibLnypums 20 40
Tnn Iln Twun Il
[MoyeyHaa rmnepKanbUunypusa 5 8
[MepBUYHaA runepKanbUnypus 3 8
(NepBUYHbIV r1unepnapaTnpens)
Heknaccuuumnpyemas runepKasibumypms 15 25
KamMmHu Kanbuna okcanara (I"'mnepokcanypus) 2 15
[NepBrYHada runepokcanypus
KuweyHasa runepokcanypus
YBe/IMYEHWE NOCTYNIEHNSA OKcasiaTa C NULLLEN
[ MNepypuKo3ypuyecKnii KasibLiMeBblii HEPPONTHA3 10 40
[TnMnoynTpaTypryecKUn KanbLUneBbln HepponmTnas 10 50
(MKA, XpoHuueckas avapes, Tvazanabl-MHAYLMPOBaHHAS
runounTpaTypus, Mignonatmyeckas runouutTpaTypus)
[TMnomMmarHMNypu4vecKmnin Kasibunesbln HepponmuTnas 5 10
[Moparpa 15 30
LiInctnHypus <1
CTpyBUTHbIN (MHDEKUMOHHbIN) N1TUa3 1 5
Hun3knin 06bem Mmoun 10 50
HeT naTonornyecknx H&EXUJEHMVI <3



KNACCNDPUNKALNSA
MOUYEBbIX KAMHEW

+

n HekanbUKEBLIE KaAMHU
KaMHIN B pe3ynbTate MHMPEKLU NN

KamMHM npun HapyLleHnn NypnHOBOro
obmeHa (MoyeBas KucoTa, ypaThbl
(HaTpuga nam aMMOHuUSA),

LINCTHOBLIE KAMHW




KNACCNDPUNKALNSA
MOUYEBbIX KAMHEW

n gﬁbumesueKaMHm
[lepBuYHbIE KAMHW, hopMuMpyoLLMecs 6e3 peunanBHbBIX KaMHEeN
NN (pparveHToB

[lepBUYHbLIE KAMHUW, dOpMUPYIOLLMECH C peunanBHBIMA KaMHAMU
NN pparmeHTamu

PeunaneHble KaMHU, (DOPMUPYIOLLINECHA MPU HETSXKESbIX 60/1e3HAX
n 6e3 pesnayasnibHbiX KamHen nan parveHToB

PeunanBHble KaMHW, (DOPMUPYIOLLIMECS NPU HETSHXKENbIX 601E3HSX
1 C pe3anayasibHbIMN KaMHSIMW UK hparmeHTamu

PeunanBHblE KaMHU, (DOPMUPYIOLLIMECS NPU TSHKENbIX 001E3HAX
6e3 uan ¢ pe3nayanbHbIMU KaMHSIMU UK hparmeHTamu

KamHu, dhopmupyrolmecs npu Hanmumm cneunudnyeckmx
(baKkTOpPOB pUCKa, HE3AaBUCMMO OT BbILLENEPEUYNCIEHHBbIX
KaTeropum




PAKTOPbI PUCKA




PAKTOPbI PUCKA

rmnepnaparupeos
NoYeYyHo-KaHaNbLNEBLIN auuao3
TOHKOKMLLIEYHbIN 06BOAIHON aHaCcTOMO3
60/1e3Hb KpoHa

pPe3eKUns KULLEYHMKa

CUHAPOM MasibabcopbLnm

capkouaios

rMnepTupeons

n
n
n
n
n
n
n
n




PAKTOPbI PUCKA

n nuuiesble gobaskn Ca**, ButamnH D

n acKopbuHoBasa KucnoTta B 60/bLUMX A03aX
(> 4 r/cyTKN)

n CyNbdaHnnaMmmapbl
n TPpUuamTepeH
n UHOWHaBUP




PAKTOPbI PUCKA

+

paclLunpeHne cobupartesibHbIX Tpybouek (ryoyaras
noyka)

006CTPYKUMA NOXaHOYHO-MOYETOYHNUKOBOIO COYCThS
ANBEPTUKYT UM KUCTA YallleuKku

CTPUKTYpPa MOYETOUYHNKA
My3bIPHO-MOYETOYHMNKOBBIN PEedI/IOKC
NnoAKoBOOOpa3Hasa noyka

ypeTtepoLlene
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PAKTOPbI PUCKA

NauyeHTbl C KaMHAMW N3 MOYEBOW KUC/OThI
nauyeHTbl C Noaarpowu

neTu

NaUMeHTbl, UMEKLLINE CEMENHbIN aHaMmHe3 MKB
nauneHTbl C XPOHUYeCcKon anapeen/manbabcopouus
nauyeHTbl C 0OCTEO0XOHAPO30M

NauyeHTbl C NaTo/IorMYeckKumMm neperomMmamm
appoamepmKaHLbl

nauneHTbl ¢ HeppoKa/ibLMHO30M

nauyeHTbl ¢ LNCTUHOBbLIMU KaMHAMMU
NauyeHTbl CO CTPYBUTHLIMN KaMHAMM




[ ITTIEPKAJIbLUNYPW{

TN -
NnoBbIlLEeHNne abcopobLuun

TUM -
YMEHbLLIEHNE
peabcopobLumn

TN —
NoBbILLUEeHNEe pe3opoLun
N3 KOCTeMN




TECT C Ka/lbLLMEBOW
Harpy3xKowu

+

n

no Harpysku < 0,34 M < 0,36
K < 0,31

nocne < 0,56




TECT C Ka/lbLLMEBOW
Harpy3xKowu

+

N
no Harpysku < 0,34
nocne > 0,56




TECT C Ka/lbLLMEBOW
Harpy3xKowu

+

N
no Harpysku > 0,34
nocne > 0,56




NMOYEYHbLIVN KAHAJIbLEBbLI
ALNOO3

[ToyeyHbIN KaHabLeBbIN aunaos (MKA) —
3TO K/IMHWYECKOEe COCTOSHME,
XapaKTepusytolleecad CUCTEMHbIM
rMNepxs0pemMmyeckum aumao30oMm,
CBSA3aHHbIM C HapyLleEHNEM auuanukaLmn
mMoyn. CyLLecTBYIOT Tpu TUMNa 3aboneBaHunA:




KAMHN N3 KAJ1IbUNA
OKCAJTIATA

[loa runepokcanypuen noHUmaroT
MOBbILLEHHYIO 3KCKPELIMIO LLlaBENEBOW KUC/OThI
C MOYOMN,

[lpn coeanHEHUN aHNOHA LWaBeneBon KUCOThI
C KATUOHOM KanbLnA obpalyeTca njaoxo
pacTBoOpMMasa CcoJ/lb — OKcasiaT Kanblnsa B BUae
MOHorugparta (BeBeinT) nnu aurugpara
(BeonennuT).




KAMHN N3 KAJ1IbUNA

OKCAJTIATA
+

Y 300pOBbIX 0AEN B HOpME Oonpeaensdercs
no 5x108 KOE/mn O. formigenes

910 KonmndecTtBo baktepun O. formigenes
cnocobHo yTununsmposatb 0,5 - 1,0 rp
oKcanaTta B CYyTKU




+

n

KAMHW N3 KAJI

bLINSA

OKCAJIATA
Buabl rmnepokcaaypumn

(NMri) (McK 259900) 310 ayTOCOMHO-

peLeccMBHOE HapyLleHune

MeTabonnm3amMa rnamokcasiarta Bbi3BaHHOE
HEONOCTATOHHOCTbIO MNMPOMEXYTOHHOIO

MeTabonIm4yeckoro epme
rIMOKCUIaT aMUHOTPAHCC

HTa aJ1aHNH-

nepasbl




+

N

KAMHW N3 KAJTIbUWH
OKCAJIATA
Buabl rmnepokcaaypumn

(McK260000) paHee 6blsia B 04HOM
kKateropumn c Nl'1l, noToOMy UTO MMEET MHOro
OOLLNX CUMNTOMOB, XOTH KasibLNW
OKcanaTHbI/ yponntruas 6osiee 4acTto
BCTpeyaeTcd, YeM HepoKasibLUMHO3. T2
nMeeT cnabee BbipaXKeHHble CUMMTOMbI, YEM
[NM'1l, Tem He MeHee HEKOTOpbIe NMauneHThbl
[0CTUral0T KOHEYHOW CTaamnn NoYeyHou
HeloCTaTOYHOCTN.



+

n

KAMHIUN N3 KAJIbUA
OKCAJIATA
Buabl rmnepokcanypumn

4yacTo
HabnogaeTcd y nalneHToB C
CUHAPOMOM MasibabcopoLumnun, Npu
KOTOPOM MMEET MECTO HapyLUeHune
NPOLIECCOB BCACbIBAHMNA N3 TOHKOW
KULLIKN NULLEBBLIX BELLECTB



KAMHW TPV HAPYLLUEHWW
[MYPVNHOBOI'O OBMEHA

+




KAMH/ MOYEBOW
KC/OTbI

+

npn pH mounm 5,0 n t -37 C catypaumnsa
MOYEBOW KMUC/MOTbl HACTYMaeT y)Xe npw
cogep>kaHum eé 60 mr/n., a npu
noBbilWeHnn pH oo 6,0 moya He
CTaHOBUTCHA HaCbILLEHHOW MOYEBOU
KUC/IOTOW AaXke npu coaepykaHnm eé
660 mr/n.




KAMH/ MOYEBOW
KC/OTbI

+

(nguonartmnyeckuin) HabnoaaeTca y
NnaLUneHTOB KOTOPble UMEKOT
HOpMaJ/lbHbIN YPOBEHb MOYEBOM
KWUC/IOThbl B CbIBOPOTKE KPOBM N MOYE,
HO XPOHWUYECKN HU3KME 3HaveHusa pH
Mo4n 6e3 HopMasibHOM BapuaLnn







Hn3skme 3HaueHuna pH

+

n BbicOKoe noTpebsieHne XNpoB N Geska
n YNoTtpeobsnieHne KNCNoT
[loTepsa Xenyao4yHoro coaep>XXMmoro
[lnadet
‘'loyeyHass HeoCTaTO4YHOCTb
logarpa
-onopaHmne

iononaTnyeckunii geekT NnpoayKuum
aMMOHMUS




BbiCOKMe 3HaueHnda pH

+

BeretapnaHckaa amnerta

YnotpebseHne Lienoyen

loTepa coaep>XXMMOro TOHKOIro KullevyHnkKa

 MNoKasInemms

"loYeYHbIN KaHa/lbLUMEeBbIN almnnos
[bixaTebHbIN ankanos

n MoueBad MHJeKLNA

n AueTasonamumg




KAMHN YPATA AMMOHNA

+

KaMHWM 13 ypaTa aMMOHNA ABMAAKTCA AOCTATOYHO
peaKkuMmn 1 BcTpevaroTca ¢ yactotom 0,5% oT Bcex

MOUYEeBbIX KaMHeWN.

[MpnynHon anga phopMnpoBaHmNA TaknX KamHeN
ABNAeTCcA HecbanaHcMpoBaHHaa aueTa.




KAMHN YPATA AMMOHNA

+

n pH Mouun 6onee 6,5: ( Heo6xoaAMMO
NCKIOUYNTbL UHEKLIMIO MOYEBOI0 TPAKTa,
npu pH 6,5 - 7,0)

n Hannume xapakKTepHbIX OKPYI/IbIX
KPUCTa/1/10B ypaTa aMMOHUS:

n aMMOHUN Mo4Kn 60osiee 50 MMONb/CYTKM,

n AHaUIM3 KaMHSA - [ naporeH-ypat aMmMOHKA,
rMaporeH-ypart HaTtpus.




2,8-
ANTNOPOKCVAOEHVHOBbBIE
+ KAMHW

nedekT ageHnH-
cbocchoprbo3nn-TpaHcdepassl,
KOTOpPbIN HacneayeTca no
ayTOCOMHO-PEeLUCCUBHOMY TUMY




KCAHTVHOBbIE KAMHW

+

KcaHTUHOBbLIE KaMHU BCTpeyarTcH
OYeHb peaKo.

OHK obpasyloTca BcneacTeme
BPOXXAEHHOro AeeKTa (hepMeHTa
KCaHTUHOKCKAas3bl, Hacnenyemoro
ayTOCMHO-PEeLIeCCUBHO.




KAMHW KAJ1IbUA
POCPATA

+

[1Ba pa3/InyHbIX BUaa KaMen n3 KasbLunA
cbochaTta 06pa3yroTCa B KNCNOW MOYeE




KAMHW KAJ1IbUA
POCPATA




CTPYBUTHbLIE KAMHWI

+

CTpyBUTHbIE KaMHU
00pasyTca npu
Ha/IM4nmn NHMPEKLNM
MOYEeBOro TpakTta




CTPYBUTHbLIE KAMHWI

Proteus mirabilis
Proteus morganii
Proteus rettery
Proteus vulgaris
Providencia stuartii
Haemophillus influenzae
Bordetella pertussis
Bacteroides corrodens
Yersinia enterocolitica
Brucella spp.
Flavobacterium spp.

N
n
n
n
n
n
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n
n
n
N
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N

CTPYBUTHbLIE KAMHWI

Klebsiella pneumoniae
Klebsiella oxytoca

Serracia marcescens
Haemophillus parainfluenzae
Bordetella bronchiseptica
Aeromonas hydrophila
Pseudomonas aeruginosa
Pasteurella spp.




CTPYBUTHbLIE KAMHW

+

CTpYBUTHbIE KaMHU: MarHMa ammoHUA dpocdpat
(MgNH,PO,%6H20)
KapbOoHaTHbIV anaTtut
(Ca,4(PO,)6>C0;)

Tpunenb-ghocartsbl

NHpeKUMOHHbIE KaMHW

MNKPOOHO-NHAOYLUMPOBAHHbLIE KaMHW

docpaTHbie KaMHU

Ypea3Hble KaMHW




+

LUNCTVHOBbBIE KAMHRHW

HapyLleHne KaHabLmMeBown peabcopounm
YeTblpexX OCHOBHbIX aMUHOKUC/IOT — LIUCTUH,
OPHUTUH, NN3NH 1 aprHuH (LOSA) —
cuHapomMm AbaepranbaeHa-J/INnHbAKa




HAPYLLUEHINA

METABOJIN3MA,
+  ACCOLINPYHOLLUECS C
MKE




