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vV vy vy VvYyy

[1naH nekyun

TumnoBsie HapyIIeHUS OCIKOBOTO OOMEHA
benkoBo-sHEpreTuYeCcKast He10CTaTOYHOCTh
Hapymenue pacmenienus 0eiakoB B JKKT
Hapy1mienus 06e1KoBOro cocTaBa mia3Mbl KpOBU
PaccTpoiicTtBa MeTad0IM3Ma aMMHOKHUCIIOT

HapyliieHnne KOHEUHBIX 3TAIlOB
Kara0oan3Ma OeJIKOB
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TunoBble HapyLleHnst 6enKoBoro
obMeHa

HecooTBeTcTBME NOTPpebHOCTM OpraHM3Ma B
6enkax nx nocTyngeHno B OpraHn3m

HapylweHue paclienneHmns 6enkoB B XKT

HapyweHns TpaHcMeMbpaHHOro nepeHoca
AMUHOKNCOT

HapyLueHns 6enKoBOro coctaBa Miaa3Mbl KPOBU
PAcCTponUCTBa MeTabomM3amMa aMMHOKUCTOT

HapyLleHne KOHEeYHbIX 3TanoB Katabonn3ma
6enkos




HecooTBeTcTBME NOTPEOHOCTN OpraHM3Ma B
6enkax nx NocTynneHnto B OpraHmu3m

<

LI AT AT\l

N3BbITOYHOE
MOCTYTJIEHUE
BEJIKA B OPTAH/3M

ACAUCTATUR
MNOCTYIMNEHNA
BEJIKA B OPTAHU3M:
benkoBoe rosnogaHue
-AbcontoTHoe
-[loniHoe
-HenonHoe
-HacTtnyHoe
benkoso-
3HepreTuyeckas
HeaoCTaTOYHOCTDb

A4

HAPYLLEHWNE
AMUHOKUCIIOTHOIO
COCTABA
[NMOTPEBJIAEMOI' O
BEJIKA

NOJIOXWTE/bHbIN
A30TUCTbIV
BAJIAHC

P

OTPULATE/IbHbIA A3OTUCTbIV
BAJTAHC




befiIkoBO-2HepreTunyeckas
HeAOCTAaTOYHOCTDb

» a/IMMEHTapHO-3aBUCUMOE COCTOSAHWE, BbI3BaHHOE
[OCTATOYHbIM MO ASINTENBbHOCTU U/nnn
MHTEHCUBHOCTW NpenMyLLIeCTBEHHbIM 6eNKOBbIM
N/UNN 3HepreTM4ecknM ronogaHmem,

> nposiBagoleecs neduumToM Maccbl Tena n/mnu
DOCTa U KOMIMMEKCHbIM HapyLUEHMEM rOMEOCTa3a
OpraHuM3ma B BUE N3MEHEHUSI OCHOBHbIX
MeTaboIM4yecKknx NpoLeccoB, BOAHO-
3M1EKTPOSIMTHOro AncbanaHca, U3MeHEHUS
COCTaBa Tesna, HapyLLEHNS HEPBHOW perynaumm,
SHAOKPUHHOro AncbanaHca, yrHeTeHus
MMMYHHOW CUCTEMbI, ANCHYHKLINKU XKENYOAOYHO-
KULLEYHOro TpakKTa U APYrmx opraHoB U CUCTEM




KnmHuko-natoreHeTuueckue
BapuaHTbl Tsh)xenou bOH

® AZIMME@HTapPHbLIX Mapa3M
(annMmeHTapHasa aucrpodpusn)

® KBalLMOpKoOp
® Mapa3Mm — KBaluMopokop

(Mapa3MaTUUeCKUM KBaLLMOPKOP)



ANMMEHTapHbIN
YEEEDY

*Pe3ynbTaT TAXKENIoro
6enkoBoro m
3HepreTu4yeckKoro
ronopaHus, gedpuunTta
BUTaMUHOB U MUHepaJioB
(c6anancuposaHHas bOH)

*Pe3koe ucroujeHue 3a
CYET aKTUBHOM
YTUIN3ALMUN MbILLUEYHbIX
6enkos




KBawumopkop —

HecbanaHcMpoBaHHan
anMMmeHTapHasa bOH

Terpaga hxenudapa

® OTekmn
® OTtcraBaHue B PU3N4YECKOM pa3BUTUMN

® ATpocdusa MbiLlL C COXpaHEeHueM
NOAKOXHOIO YXUPOBOIo CJ10S

® OTcTraBaHue B HEPBHO-NMCUXUUYECKOM
pa3BUTUMN



XapakTepucTuka
Onpefienexme

3monorua

KnuHu4eckan
KapTuHa

[uardoctuka

KeaLumopkop

ANUMEHTapHaa HeOCTaTO4HOCTL GenKka NMpu MBLITKE B NULLEBOM paumoHe
yrnesofoe.

Pa3euTue 2a60neeaHna 06yCNOBNEH:! COLMANLHO-IKOHOMUHECKUMM NPUHMHAMM:
* BLICOKME LIeHb!I Ha NPOYKTLI, 6OraTbie 6eNkom;
* OCTYMHOCTL ANA HaceneHma HeJoporvx NPOMyKTOR NUTaHKA, HoraThix
yrneeofiamum (KapToens, puc, Mamc, aHaHsl);
* PeNUruo3Hele yoexaeHna (BereTapuaHLbl);
* HEIOCTATOYHO BLICOKMA KyNETYPHLIA YPOBEHL HACENEHUA
(OTCYTCTBME 3HAaHWI B 06NACTH PaUMOHANBHOMO NUTAHKA JeTen);
* MH(PEKLIMOHHBIE 3a60NEBaHMA, B TOM YUCTE MUCTHLIE MHBA2MK.
Kealumopkop HaénofaeTca y fieTei B Bo3pacTte 1-4 net. 3ajlepxka pocTa,
OTCTaRaHwe B Npubaeke Macchl Tena, AeMUIMEHTALMA KOKK, Hamu4me TPELLMH,
3pO2Mit Ha KOXe, AiePMaTO2bl, Xey04HO-KULLEYHbIE PACCTPONCTEA, aHeMMA.
A3bIK APKWIA, TMafKWiA, NULLIEH COCOYKOB, BONOCH! TYCKNbIE, MHOMAA MONHOCTLH
obecueeymealoTcd. Cyxme BONOCk! NErko BeiNafatoT, OCTaBNAA YHACTKW 06NbICEHNA.
CTyN HacTLIi, UCNPaXHEHWUA XMOKKUe, C NPUMECHID CNU3K, COflepXaLLme
HenepeBapeHHsIe Kycouku NuLn. [ucTpoduyeckme namexenma e LIHC.
3aboneeaHme paspMBaeTCA NOCTENEHHO, Pe6EHOK TepPART anneTur, anaTu4eHx,
ManonofiBMKeH, arpeccueeH, yeauHaeTcq, NOJoNTy OCTaeTCA B 2aCThIBLLEH N038,

NOCTEMNEHHO OTKA2LIBAETCA XOMMTL. CHUXKEHWE MbILLEYHOTO TOHYCA, TMNopecpNeKkcus.

Hapywexwe Tepmoperynaumm (XoNoHLIe KOHEYHOCTH B XapKyto Norofy).
O6Lumit aHanM2 KPOBKM: MeranobnacTHan aHemns; GUOXMMUA KPOBM:

CHVKEHME KOHUEHTpaumu anboymuHa (MeHbLue 25 1/n), TpaHcpeppuHa, MioKo3sl,
XonecTepuHa, ammnasbl, XONMHICTEPa3bl, TPAHCAMWHASL!, TMNA3L!, aKTUBHOCTU
NaHKpeaTU4ECKUX SH3UMOB, APULMT HATPWA, Kanua, marHma.

lMpo6a Ha TONepPaHTHOCTL K MTIOKO3e — AuadeTMHecKMit TUN KPMBOA.

Mapazm

Peakoe 1CTOLLEHMe opraHuama, ryookue aTpohuyeckme
M3MEHEHUA OPraHoB, CUCTEM, CKeNeTa, KOXHbIX NOKPOBOR,
MBILULL, 2a[)8PXKKa NCMXOMOTOPHOTO PAIBMTUA.
Paaeumve 3adoneeaHnd 06yCnoBneHo
COLMANEHO-3KOHOMUHECKIMMU MPUYMHAMM:

* BbICOKME LIeHbI Ha NPONYKTLI;

* O[IHOOGPA2HOE CKYAHOe NUTaHwe,

a B pAge cny4aes ronofaque.

CHvKeHue maccel Tena 6onsLue, Yem Ha 60%, aTpopua MelLuL,
NOAKOXHOM XWUPOROH KNeTYaTKW, OTCTaBaHue B pocTe.
McToWweHWe, Kaxekeun. PEGEHOK C KaXyLUMMUCA YANIMHEHHbIMK
KOHE4HOCTAMM, HENPONOPLMOHANEHO HOMNBLLIOA FONOBONA.

Koxa cyxas, apaonan, HeanactuyHan. Bonoce! cyxue, nerko
pacyecuIBalOTCA 1 BbiNaaroT. ANNETUT COXPaHEH, «rONOAHLIA
KpuKe . [Py NMTENEHOM UCTOLLIBHWMM aTPOMA TUMY Ca,
NONUrMNOBMTAMUHOZ, UMMYHOASUUNT, OTCTARAHKE
HEPBHO-MCHXMHECKOr0 PasBuTAq.

YpOoR2Hb HNKOE KPOBKU MOXET 6biTh HOPMATbHLIM
(ane6ymuH, TpaHceppuH); AePUUMT COMaTUHECKUX 6ENKOB.




HapyLieHune paclienneHuns 6enkos B XKKT

HapyweHne nepeBapuBaHus
6enka B TOHKOM KULIEYHUKE

HapyLueHue pacuienneHus
6enka B xenyake




XXenynouHaa axunnsa CHMKEHNE aKTUBHOCTHU
nencuHa
Pe3ekuus xxenyaka

HapyweHune HabyxaHus Monekyn 6esnka
CHMmKeHue nepeBapMBaHUS KOJUU1areHoBOoro
KOMIMOHEHTAa
CHMmKeHuMe pacuiensieHns 6en1KoB MblLeYHbIX
BOJIOKOH
3aMeaneHune 3BaKyalum NULLEBOro KoOMka B 12-n

KULUKY

HacneacrBeHHble, NpUObpETEHHbBIE
chakTopbl

[laHKpeaTnyeckaqd HeaoCTaTOYHOCTb
CnHapom Manbabcopbunm

LI,M Tpw nenTuabl,

l AMUWHOKUNC/IOThI
[noTeHoBas uenMakus (aHTeponaTus)
L [[HUNOCTHasa ancnencus

+ HapylleHnsa BcacbiBaHMAa AK
AMHHOKHCJIOTHI

KpeaTtoped




HapyLieHns TpaHcMeMbpaHHOro nepeHoca
AMUHOKNCNOT

MEMEBPAHOIMATUU
[lepBUYHbIE
BTopuyHbIe

Qaﬂbl HapYyLIEeHUs TpaHCnopTa aMMHOKMCﬂD

3 KnweyHnka B KpOBb \

3 KpoBM B renatouuThl

l

/3 nepBnYHOM MOYM B KPOBb
(cnHapoM @aHKOHM, LIUCTUHYPUS)

/3 KpOBM B KSIETKW OPraHOB M TKAHEWM

HapyweHune ¢yHKumn 6enKkoB B OpraHu3me,
6enkoBoe rosogaHue




HapyLueHne BcacbiBaHUS aMUHOKMCAOT (B KULLEYHUKE)

HapyLweHne Na-3aBMCcMMOro BcacblBaHUs

HenTpanbHble AK ¢
KOPOTKOM 6OKOBOM LIEMbIO

(anaHWH, CepyH, TPEOHWH) SHTEPOUMNT Kanunns
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HapyLueHuns 6e1KoBOoro coctaBa nsa3Mbl KpOBU

'MnepnporenHeMus

F'MnepcuHTEeTNUECKas: YCUneHHbIN aHTuTenoreHes (BocnaneHue,
anneprus, BakUnHaums) — abcontoTHasa runepnpoTenHeEMNS

FeMOKOHLIeHTpaunoHHasA: CrylleHme KpoBu- OTHOCUTESIbHas
rMneprnpoTeENHEMUS

lapanpoTeMHeMMms - cMHTe3 naTonornyeckmx 6enkoB — anbda-
eTonpoTtenHa (3MbpUoHasnbHbIM 6€10K) Npy NEPBUYHOM paKe MeyYeHu,

IgM — npn MMenomMHon 60n1e3Hn

f'MnonporeMHeMus (rmnocMHTETUYECKas,
reMoavoLMOHHanN)
- AeduunT nuuiesoro benka.

- HapylweHne 6enoKCUHTE3INPYOLWEN DYHKLNN NEYEHN
(MHTOKCMKaUWUK, renatuT, LMppPOo3 NneyeHn)

- n36bIToOYHas noteps 6enka c
3KCCyaaToOM, NPOTENHYpPUS.

OncnporeMHeMums 3a6oneBaHns NeYeHns, anieprusi, BoCrnaneHue,



PacctpolctBa MeTaboniamMa aMMHOKNANOT




HapyLlleHne OKUCITUTENBHOIO
ne3aMUHUPOBaHNA

Hapyiienne OKUCIUTENLHOIO /1€3AMUHUPOBAHUS -

MATOJIOTUSI KATA00IM3MAa AMUHOKHCJIOT - YIAJCHUS 0-aMUHOTPYTIIIBI, KOTOpas
BBIJICIISIETCS B BUJIE aMMUaKa U 00pa3oBaHus 0€3a30TUCTOrO ocTarka (o-
KETOKHUCIIOTHI).

[IponykT ne3aMUHUPOBaHUS - aMMHAK.

—
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HapylleHne OKUCTUTENBHOIo
ne3aMUHUPOBaHUA

KaTta60/1M3M aMMHOKMNCAOT 1, COOTBETCTBEHHO,
peakuum AEe3aMUHNPOBAHUS YCKOPAKOTCA NpW:

e rosziofaHnMm B pe3ynbTaTe YCKOPEHUSA pacnaja
6enKoB TKaHeu;

* MOCTYMN/IEHNN C NULLEN 6OJIbLLUUX KOJINYECTB
6enka;

e caxapHoOM auaberte v Apyrnx AJIMTENLHO
NpOTEKALWMX TSHKENbIX 3ab601eBaHUSaX, TakxKe
COMNPOBOXAAIOLLIMXCA pacrnagoM TKaHEBbIX 6eNKoB.

ConpoBOXAaeTCA aMMUAYHON MHTOKCUKALMEN



HapylueHne TpaHCaMUHUPOBAHUS

» HapyuweHue TpaHCAaMMHUPOBaAHUA — HapyLUeHUue
peakuuu nepeHoca aMMHOrpynnbl C
AMUHOKMUCNOTbI (JOHOPA) HA d-KETOKMUCIOTY
(akuenTop), B pe3ysbTaTe Yyero 0bpasytoTcs HOoBas

KETOKNC/I0TA N HOBAA aMNHOKUCI10TaA.

ﬂ B6 - nupnaokcanbdocdart

Avnporpancgepasa

I
COOH
Awmumowcnora,  (-Kerokucnora a-Ketokueiiora AMHHOKMCI0TH,

[TyTeM TpaHCAaMUHUPOBAHUSA U3 COOTBETCTBYIOIIUX Ol
KETOKHUCJIOT CHHTE3MPYIOTCH 3aMeHUMble aMUHOKHUCJI0TbI, €CIIM UX B
JAHHBIM MOMEHT B TKaHHU HEJIOCTAaTO4YHO. Takum o0pa3zom
IIPOMCXOJIUT MepepacnpeaeeHue AMUHHOIO a30TAa B TKAHAX U OpraHax.

m HEOQOCTATOYHOCTb AMNHOKUCIIOT



HapylueHne aekapbokcnnmpoBaHUS
AMUHOKNCNOT

» [ekapbokcnnmpoaHue AK - npoLiecc oTWEN/IEHUS
KapbokcunbHOM rpynmbl aMMHokucnoT B Buae CO2.
HecMoTps Ha OrpaHUYEHHbIN KPYr aMUHOKUCIOT U NX
NPOU3BOAHbIX, MOABEPraoLLMNXCa AeKapboOKCUIMPOBAHUIO B
XXMBOTHbIX TKaHSIX, 0bpa3ytolmnecs NpoayKTbl peakumm —
O1oreHHble aM1HbI — OKa3bIBaOT CUTbHOE
$apMaKonoqueCKoe [IeNCTBME HA MHOXECTBO

N3NONOrNYECKUX (PYHKLIMM YENOBEKa N XXUBOTHbIX.

» [unctmanH =————— YCTAMUH

» [IyTAaMUHOBASA KUC/IOTa™raMMa-aMMHOMACISIHAs KUCNoTa
> TPUMNTO(MAH === CEPOTOHUH



VCRWIKCTORYpPHMi
(dbeHnnnupoBuHoOrpagHas onuropeHnn)

[ledeKkT cuHTEe3a hepMeHTa

Tvn HacneaoBaHWS — ayTOCOMHO-PELIECCUMBHbIN

MeTabonunuyecknn 610K Ha 3Tane npeBpaLleHns
CbeH Mn an a H M H a B TM p03 M H MyTtauusa reHa rmapokcunasbl

cpeHnnanaHmHa PAH

Xpomocoma 12

DechbmumTt rmapokcunasa

cpbeHunanaHuHa (PAH) B
neyvyeHu

HakonneHue dheHnnanaHnHa B KpoBu
HELI,OCTaTOK ™ pO3M Ha Hakomnenne hennnananuna

HefocTaTok Npon3BOAHbBIX TUPO3WHA — KaTEXO/TAMUHOB,
CEpOTOHUHA

Ob6pa3oBaHMe 1 HaKOMIEHME B KPOBU U MOYE TOKCUYECKUX METAO0NNTOB
dheHmnanannHa: PUHUNNMPOBMHOIPaAHas KUCNOTa,

deHnnMonoyHaga kucnorta, PeHnnykcycHasa KncnioTa




[posiBNEHNSA PEHUNTKETOHYPUN:

[lcuxnyeckoe Heaopa3BUTHE

BAnocTb, pa3apaXkntenbHOCTb, 6ECNOKONCTBO
pebeHKa

[locBeTNneHne BOJIOC, paay>XKu rnas

3anax MouKn «3ansieCHEBENbIV MbILLWHBLIWM, BOAYNN»
[ MINOTOHUA MbILL

ApTepuanbHaga rmnoTeH3uns

CyaopOXXHbI CUHAPOM



ANKanToHypus

NedeKkT cuHTe3a
Tun HacneaoBaHNUA — ayTOCOMHO-peLeCCUBHbIN

MeTabonnueckumn 610k Mmetabonunsama
roMOreHTU3SMHOBOMU KMCJOTbI




ANKanToHypus

HakonneHne roMoreHTM3MHOBOW KUCOTbI B KpOBU

HakonneHne roMoreHTU3MHOBOM KUC/IOThI U ee
NPOAYKTOB OKMUC/IEHUS B MOYeE

«YyepHas» Mou4a

OTNoOXeHne roMOreHTU3NHOBOW KMUCOTbl B TKAHAX:
KOXe, KOCTSAX (MO3BOHOYHUK), XpsLle (CycTaBbl),
CK/iepe, NoYKax, HaanoYeyYHUKax, WMTOBUAHOW,
noaXenyao4yHou, npeacraTesibHON Xenesax,
MWoKapae, SHAO0TEeNNN COCYAoB

OKMCNEHNE rOMOreHTU3MHOBOW KUCNOTDI

O6pa3oBaHne MeNaHNHNOAOOHOro NUrMeHTa —
anKanToHa

OXpOHO3 — TEMHO-KOPUYHEBOE MPOKPALLBAHNE
TKaHEN



OXpOHO3 CK/Iepbl U «YepHbIe YLIn>» Y
60/bHbIX anKanToHypuen




HapyLlleHne KOHeYHbIX 3TarnoB
kaTabonunsma 6eskoB

» TMNEPA3OTEMMUA — yBennyeHune
KOHLIEHTpaunn a3oTcoaepXXallnux BeLlecTs B
nsa3Me KpoBu Bbllle HOpMbI (HopMa 14-28,5
MMOJ1b/N)

-NpoAYKLMOHHAsA
-pETEHLIMOHHAA



a A

HapyweHus obMeHa
HYKJIEMHOBbIX
KMUCNOT

{ v

[OBATPA N ( oPOTAUMAYPUS

TVIMEPYPUKEMMS (HapyLeHne obmeHa
TUIMOYPUKEMMS UPUMULNHOBBIX
(HapyLueHue nypmHoOBOro OCHOBaHMI1)

obmeHa) Y 0




Moparpa

JTHoNorusa:
[IpnobpeTeHHble PaKTopbI
N36bITOUHOE NoTpebneHune 6enka
[ MnognHamms
ComaTtnueckme 60ne3Hun
HacneacreeHHble hakTopbl
HepoctaTouyHOCTb hepMeHTOB MeTab0/IM3Ma MOYEBOW KMUC/OTbI

MaToreHes:
YBennyeHme B KpOBM KOHLIEHTPALMM MOYEBON KUCOTbI

"MeTabo/In4eCKu MexXaHu3M
[eHeTn4yeckn 06yCnoBEeHHbIE HapyLLIEeHNs CMHTE3a hepMEHTOB

HepoctaTouHOCTh MMNOKCAHTUH-TYaHUH-(OoCchopnbo3unni-TpaHcdepasb! -
YrHETEHME peCMHTE3a HYKNeoTUaoB 13 nypuHos (CuHApoM Jlewa-HuxeHa)

Bbicokasi akTuBHOCTL (hOCPOprnO03NNTpaHChepasbl N KCAHTUHOKCU/A3bI -
NOBbILWEHHbIN CUHTE3 npeawecTBEHHNKOB MOYEBOW KUCNOTHI

A4

YMeHbLleHne IKCKpeuuun MOYEBOW KUCNOTbl NOYKaMM




T’MNEPYPUKEMMUA

AKTHUBAIIUA TIVIASMEHHBIX CUCTEM: KHHHHOB, KOMIIUIEMEHTA, T'EMOCTA3A

OBPA3OBAHUE XEMOTAKCHHOB (C5a,C3a U JIP.)

MOBWIN3ALIAA JEMKOIUTOB (MUKPO- I MAKPO®AI'OB, TUM®OIIUTOB) B MECTA
OTJIOXKEHUA KPUCTAJLJIOB MOYEBOWM KHCJIOTHI

CHUHTE3 U CEKPEIlUA ®ATOIUTO3 JIEHKOIIUTAMHU MOBPEXJIEHUE TKAHEH
JEUKOIIMTAMHA MEJIUATOPOB KPUCTAJLIOB MOYEBOW
BOCHAJIEHUA KHUCJIOTbI

OBPA3OBAHUE AHTHUT'EHOB

PABBUTUE PEAKIAA XPOHUYECKOIO BOCIAJIEHUA, AJUIEPTUM, UMMYHHOM AYTOATI'PECCHUH

®OPMUPOBAHUE MOJATPUUYECKHUX N'PAHYJIEM U “INAIIEK” — TOPHI URICI




NMOAAIPA




