[TaTonorna obmeHa OenkoB

[TpnymHON natonornm oomeHa 0enkoB MOXET
SABNSATLCSA CHUXXEHME KOoNn4yecTBa, notTpebnaemoro
benka. B cnabo pa3BuTbiX CTpaHax 3TO COCTOSAHME

Nony4ynno HasBaHMe « KBalUMOpKop».Huskoe

coaepxaHme 6enkoB B paumoHe HapyLlaeT

OHKOTUYECKOE JaBrieHNE KPOBU, N NPUBOAUT K

PE3KOMY CHUXKEHWNIO BUOCUHTE3a DEPMEHTOB.

HapyLuatoTcst He TOSTIbKO NPOLECCHI
0e3aMUHNPOBAHUA N TpaHCaMUHUPOBAHUSA, HO U
NHTEerpaummn, obecnevmparoLlLine B3aMMOCBSA3b
OCHOBHBbIX MeTabormMyeckux nNyTen.



[TpnyumHON HapyLleHna obmMeHa BENKoB MOXET
ABNATLCA HapyweHns obmeHa aMMHOKUCIOT. X
OEenaT Ha NepBUYHbIE N BTOPUYHbIE.

[MepBUYHbIE HapyLWEeHUS CBA3aHbI C
HapyweHnem obmeHa AMK 1 conpoBoXxgatoTcs
yBeENMMYEHUEM UX KOHLIEHTPAaLUN B KPOBU U MOYeE.

a). 9Ta rpynna aHomMmarnmun cesizaHa C
oedonumtTom oepMeHTOB, Yy4acTBYOLMMU B
meTabonusme.

K TakoBbIM COCTOAHUAM OTHOCHAT-

hEHNNKETORYPUIO, LINTPYIITMHEMUIO,
aprMHUHHEMUIO.



6). HacnegctBeHHble HapyLleHna obmeHa AMK,
COMNpoBOXaaoLMecs NoBbILLEHNEM UX
BblaeneHnsa ¢ movon. HapyuweHa peabcopbuus
AMK B no4yeyHbIiX KaHanbuax. 3To
rOMOLUCTUHYPUSA, LLUCTaTUOHYPUS,
aprMHUHOCYKLMHaT-aumnaypus.

r). HapyweHusa cuctem TpaHcnopta AmK.

B aTon rpynne 3aboneBaHnsa CHUXeHa
peabcopbumna AMK B KMLLKax 1N no4kax.

YBenuyeHne B MOYe KOHLIeHTpauMn LIUCTUHA,
aprMHMHAa,NIM3nHa, OPHUTUHA,.
aMUHOMMUUNHYpuS, 6onesHb MapTHyna.



* BTOpUYHble HapyLUeHUS -
rMHepann3oBaHHble aMUHoaUMaypun, Kak
cnegcTtBMe BTOPUYHBLIX HApyLLUEHUN.

* 9TO MH(PEKLIMOHHBbIE DOSE3HU,
NIeKapCTBEHHbIE MHTOKCUKALNW,
rMNOBUTAaMNHO3bI, TMNEPTUPEODS,
HegoCTaToOMHOE NUTaHNEe, PaxuT,
OTpaBIIEHUS, 3NOKa4YeCTBEHHbIE
HOBOOOpa3oBaHUS.



HcnencTtBeHHbIe HapyLLEeHUS
obmeHa cepocoagepxamnx AmK.

* LlnctuHypusa, umctmHos.( 1: 600)

* HapylwieHne metabonnama MeteoHnHa
CBA3aHO CO CHMXXEHUEM WU OTCYTCTBUEM

* AKTUBHOCTU dpepMeHTa LIUCTaTUOHUH-
CUHTETa3bl
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HacnenctBeHHble HapyLleHust obmeHa
cepocogepXaLlinx aMMHOKUCIIOT.

LinctuHypusa-anomanua obmeHa, obpasoBaHne KaMHEN B
no4ykax, MOYEBOM MNy3bipe, MOYETOYHMKAX. Kak
CreicTBMe OTIOXEHME KpUCTasnnoB UMCTUHA, Ha (poHe
rnoko3ypumn, poccaTtypumn, obLien ammHoaunagypun.
[OMOLIMCTUHYPUA MO KIMHNYECKOU YacToTe yCcTynaeT
TOJIbKO (PeHUNKeToHypun. lNonnmopdnam npoasnseTcs
B BUJE:

1. noaBbIBMXa xpyctanuka, YO, Tpomboambonunm

2.reteporeHHon popme CBA3aHHOW C HapyLUEHNEM
ncnonb3oBaHNUa BuUTamMunHa B6

3.HapywieHnem metabonuama dponueson n TIOK,
conpoBoOXaatoLlencs MbllLe4YHON aguHaMUneEN.

[Mpy OTCYTCTBMM NOCNEgHNX, C BO3PaCTOM NMPOUCXOAUT
HaKoMnmeHne roMouucTenHa, YTO MOXHO pacLieHUBaTb
KaK pUCK-dpakTop B pa3BUTUM MHOTUX 3aborneBaHuUA.



NH5*

CH,—CH—COO"
\ / heHHnanaHmH

TeTPATHARPO

0, + - Buomepim HATI®T

heHunanaHuH
HATPH+HT

rMapoKcunasa H,0+ Gm&{
NH5"
HO CH,— CH—CO0O0~
THP 03MH



HapyweHusa B metabornname
doeHnnanaHnHa n TUPO3nHa

* 1. PEeHUNKETOHYpUA-nonHoe Unu
yacTuyHoe otcyTtcTeue PA-rmgpokcmnasbl

e 2.TUPO3NHO3
* 3.anbONHN3M
* 4. ankanToHypus
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apyLleHna obMeHa TpunTogaHa

1. MepBUYHbIE HapylWeHWAa 0bMeHa CBA3aHbI C
reHETHYECKMMKM (DaKTOPaMMU:

-Bone3Hk [MapTHYNa-HapyweHWe BcackiBaHua TP

-thepmMeHTaTUBHbIE BNokK meTabonuama TP -
CHHAPpOM:[ ONyDRIX NENeHOK:,

-CHHAPpOM Tana
-CMHApoM [Npanca
-HACNeACTBEHHAA KCAaHTYPEeHYP WA

2-BTOpUYHbIe 3aBUCAT OT NMOPMOHAaNBHONO CTaTyCa,
obecneyeHHOCTH BUTaMMHaAMKU,0c0BeHHO B6.



bonesHb l@apTHYNna HacneaoyeTca NO ayTOCOMHO
-peueccuBHOMY npu3Haky. BcaceiBaHue Tpn u
ap. AMK B KMLIKax CHUXeHo. CuMnToM —
rmnepammHoaumnaypua, UHOuKaHypusa,u T.4.

[Tpn N36bITKE MHAONMMNPOU3BOAHbLIX-CUHAPOM
«ronyobIX NeneHoKy.;

CuHppom Tapa- gemunt Tpn-nmpporassbl, B,
pesyneTrarte -aeuumuT HUKOTUHOBOW KUCMOTbI U
N30bITOK MHOONA;

CuHpgpowm lNpanca- n3bbIToK KNHYPEHNHA B MOYE,
cknepogepmud.



