[ laTonoruns
DenKoBOro oomeHa



B HacToswee BpeMs
noeHTudpnunpoBaHo Oonee
200 pa3nun4HbIX 0enkoB B
nna3me KreToK KpoBwu,
OMONOrMYecKuXx XXUAKocTen u
TKaHen. ITO NOo3BONSeT
NOHATb, No4YyeMy gedOuumnT
oenka goaet MHOrouncrieHHble

AedeKTbI.



CneocrBuem 0OenkKoBoOro
rorogaHus sABNsAeTcsa benkosas
Hea4OCTaTOYHOCTb, KOTOpas
MOXeT ObITb crieACTBUEM He
TOonbKo AeduumnTa 6enka, HO U
psna 3aboneBaHus, Ha poHe
AOCTAaTOYHOro NOCTynJfeHus
oenka c nuwen



benkoBasa HeA4OCTaTOYHOCTb
pa3BMBaeTCA KakK npu
Hamn4yvn, U Npmv 4YaCTUYHOM
roriogaHuu, a TaKkxe rnpw
npuneme ogHoOoOOpa3HOro
OenKkoBoOro NUTaHuUA, Koraa B
aveTe npeoodbnapaloT Oernku
PAaCTUTENbHOIO
MPOUCXOXAEHUS.



Pe3ynbTaToM 3TOro ABNAETCH
pa3BuUTHUe runoanboymMmmHemum,
HapyLweHue OCMOTUYECKOro
AaBneHus (BcrneacTteue
aedununta anbOyMUHOB,
KOTOpPble CBA3bLIBAOT BOAY).
OcmMmoTn4yeckoe aaBrieHue npw
3TOM napgaeT U XUOKOCTb
yXOAUT B TKaHU, Bbi3biBas

OTEKM.



Takon chbopmoun nuiieBon
anctpodumn npm 6erKoBow
naTosiornm siBnseTcs

KBaLLNOPKOP.3aboneBaHue
pacrnpocTpaHeHHO B
pa3BuBarOWmxca ctpaHax. Huskoe
coaepxaHue 6enkoB B paLuoHe
HapylwlaeT OHKOTU4YeCcKoe
AaBrieHue KPpoBU, U NPUBOAUT K
PEe3KOMY CHUXEeHUI0 OUOCUHTE3a
dbepMeHTOB.



HoBopoXxaeHHbIN pebeHOoK A0 3-X
JFIeTHOro Bo3pacTta BCKapMJrimBaeTcs
TONMbKO MOJIOKOM MaTepu, NOTOM
noTpeobnsaeT HU3KOOENKOBYHO AUETY

( BOOaA, puc, ppyKThbl).

B pe3synbraTte YpOBEHD,
nocrtynaroLiero B opraHm3m oerka
CHWXXEH, MPU 3TOM CHUXEH YPOBEHb U
aKTUBHbIX NpoTea3, Bcrneacraene
3TOro Oenku NyI0Xo ycBanBaloTCA.



T.K. 0enkn HeobxoanmbI Ons
oOpa3oBaHUA TPAHCMOPTHbLIX chopMm
nunuaos (J11 ), To nx aednuunt
NPUBOAMUT K .qedmu,my cuHTe3a Jll n
HeuTpanbHbIN Xup (TI) HakannuBaeTcH
B TKaHW, BbI3bIBasA XXMPOBYIO
AereHepauuio.

Benok Heobxoaum ansa cuHte3a Hb, um
aecdununT dernka npoaBnseTcsa B BuUge
aHeMuMm.

Benkn Heobxoaumbl Ans
MMMYHONOIrM4YeCckou 3alluTbl, NX
aAedpUUUT NPUBOAUT K pa3BUTUIO
BTOPUYHOIro UMMyHoAaeduuUnTa.



benkn Heobxoanmbl opraHn3my
KaK rmaBHbIW NMacTU4yecKknmn
MaTtepuan, Nno3aTomMy npu
KBalLLMOpKope HabnoagaeTcs
OCTaHOBKa POCTa, aTOHUSA MbILLL,
HapyLLlaeTca penapaumsa v
pereHepauuns nevyeHun, Koxa
MMEET KpacHbIN BUA, KaK nocne
OXXora- «KpacHbI Manb4unky.



OgHuM 3 donee paHHUX
HapyLeHUN a3oTUCTOro oobmeHa
npu 6erikoBon HeJOCTAaTOYHOCTMU
ABJISIETCA pe3Koe CHUXXeHune
MHTEHCUBHOCTM
Ae3aMUHUPOBaHUA,
TpaHCaMMUHUPOBAHUA, OMOCUHTE3Aa

aMUHOKMCIOT, @ TaKXKe OMOCUHTEe3a
MOYEeBUHbLI.



[MpnynHOM 3TOrO ABMNSIETCH
CHUXEeHHbIN OMOCUHTE3 benkoBou
yacTu (PepMEeHTOB,
KaTann3npyroLwmx 3TU peakuum.

Cnencreuem 3TOro HapyLleHus
ABnfAeTcA yBennyeHuve

coaepXXaHUa aMUHOKUCTIOT B
KpoBu (Ao 25 % npu Hopme 1-2%),
N CHUXEeHUe coaepxaHus
MOY€BUHbI.



Bce natTonornyeckKkue oenku
AenAaT Ha ABe rpynnobi:

1. NepBUYHO-NAaTONOrM4eckue

CUHTe3npoBaHbl 3a cyeT AedeKTHOro
reHoma ( (heHUNKeToHypus);



2. BTopnyHO- naTorniornyeckue
BO3HUKAIOT bnarogaps
NOCTOPOHHEMY BO3OEeNCTBUIO: TakK
npu BO34enCcTBMN aHTUONOTUKOB
Ha 3Tane TpaHcnAuun benka nnu
HapyLleHUU npoueccuHra denka (
HapyLleHue NpouecCuHra
KornnareHa rnpv runoBUTaMmHoO3e

C).



Kpome pedektoB 6enkoB-
doepmMeHTOB MOryT BO3HMUKAaTb
nedekTbl 6enkoB HethepMeHTHOU
npupoAabl:
nHaonBuayarnbHbIX 0enKoB nia3mbli
( anbbymuHoB, J1l1), 6enkoB
CUCTeMbl cBepTbiBaHUA KpoBu, Hb,
lg, 6enkoB KOMMNMeMeHTa,
KannuKkpenH-KMHUHOBOU CUCTEMDBI.



Pa3nu4yaroT nepBUYHbIE U
BTOPUYHbIE NPOTEUHONATUMN.

[lepBUYHbIE- OOYCNOBIEHDI
AePULMUTOM Ha YPOBHe reHomMa
N ABNAKOTCA pe3ynbLTaTom
reHeTU4YeCKn HanpaBrieHHOWU
TpaHcnAun( dheHUnNKeToHypus,
bone3Hb Jlexa-HuxaHa).



BTOopun4yHblie- NpnobpeTEHHLIE B
pe3ynsrate N3aMeHeHUn yCnoBum
XU3HW Noa AeCTBUE TOKCUHOB U
NIeKapCTB, HEOOCTATOYHOIO

MMTaHNA, paxmTa, OTPaBIIEHUN,
3r10Ka4YeCTBEHHbIX

HOBOOOpPa30BaHUMN.



HapyLueHnsa obmeHa aMMHOKUCHOT:

Tn-1.BbicoKoe coaepkaHne a/k B KpOBU U

Moue, BcriegctBme gedekta 6ernkoBoun
4acTU PEPMEHTOB.

TUn-2.BbiCcoKoe coaepxaHune
aMWHOKUCNOT B MOY€; B KPOBU- HOpPMa,
BCIeCTBNE HapyLleHUsa peabcopouun B
NOYEYHbIX KaHarbLax( roMOLUCTUHYPUS,
ageHnnocyKunHataumaoypms).



Tun-3.CBA3aHbl C HacnegCcTBEHHbIMU

HapyLeHUAMM TpaHcnopTa a/k B noykax (
LINCTUHOS.

4-Tnn. [ eHepanu3oBaHHas,

rmnepamMmunHoaumnaypusi, cneacTeme
BTOPUYHbLIX HapyLLEHUN( rMNepTUPEODS,
KaHLepOoreHea).



HacnenctBeHHblIe HapyLLEHUS
obmeHa cepocoaepxalmnx AmK.

Linctnnypusa, umctnHos.( 1: 600)

HapylweHne metabonnama MeTeoHnHa
CBA3aHO CO CHMXXEHUEM WU OTCYTCTBUEM

aKTUBHOCTUN bepMeHTa LMCTAaTUOHMH-
CUHTETa3bl
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LinctuHypua- ato aHomanua obmeHa, cBaA3aHHas C
obpa3oBaHMEM KaMHEW B rMo4vkax, MO4YEeBOM My3bIpe,
MOYeTOYHUKax. Kak crneacrtBue oTrnoXXeHmne Kpucrtannos
LMCTUHA, Ha (pOHE rnoKo3ypun, doocdaTtypumn, odLuen
aMunHoaumaypun. FoMmounuCcTUHYpPUS No KIMHUYECKOW
4YacCToTe YCTYrNnaeT TONbKO PEHUSTKETOHYPUMN.
NMonumopdunam nposenaeTca B BUAE:

1. noaBbIBMXa xpyctanuvka, YO, Tpomboambonmen.

2. reteporeHHas popma cBA3aHHa C HapyLleHUeM
MCronb3oBaHUA BUTaMKUHa Be.

3.HapyweHne metabonusama dgonuneson n TI OK,
KOTOpPOE COMNpOBOXOAETCA MblLLEYHOU agMHaMUNEN.
[1Ipn oTCYyTCTBUM NOCNEAHUX, C BO3PACTOM MPOUCXOANT
HakKonneHne romouncTenHa, YTo MOXXHO pacueHnBaTb
KaK pUCK-pakTop B pasBUTUN MHOTMX 3a00rieBaHnM.
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HapyweHusa B meTabornname
doeHnnanaHnHa n TUPoO3nHa

1. PEHUNKETOHYPUA-NMONHOE UM YaCcTUYHOE
otcytcTtBue GA-rmgpokcmnasbl

2. TUPO3NHO3
3. anbouHU3Mm
4. ankanToHypugd
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HapylleHna obMmeHa TpunTogaHa

1. MepBWUYHbIE HapylWeHWA 0bMEeHa CBA3aHLI C
reHeTHYECKUMK (DaKTopamu.

-BoneaHk [MapTHYNa-HapyweHWe BcackiBaHna TRI

-thepMeHTaTUBHbIe Bnok metabonuama TPI-
CHHAPpOM:l oNyDEIX NeNeHOK:,

-cMHApoOM Tana
-CHHApOM [pakca
-HacnNeCTBEHHAA KCaHTYPEeHYP KA

2-BTOpWUYHbIE 3aBUCAT OT NMOPMOHANbHOIO CTATYCa,
obecneyeHHOCTU BUTAaMMHaMKN,0co0beHHO B6.




bonesHb l@apTHYNa HacneoyeTca NO ayTOCOMHO
-peueccuBHOMY NMpu3Haky. BcackiBaHue Tpn u
OPYrMx aMMHOKUCIIOT B KULLEYHUKE CHUXEHO.
CumMmnTom aBnaeTcya rmnepammHoaunaypus,
NHOWKAHYPUA,U T.4.

[Tpn N306bITKE MHOOM-NPONU3BOHbIX-
OTMEYaeTCsl CUHOPOM «ronyobIX MNEefIEHOK».;
CuHppom Tapga- gevunt Tpn-nmpporasbl, B

pesynerarte -aeduumta HUKOTUHOBOM KUCMOThbI U
n30bITKa MHOona;

CuHpgpowm [Npanca- n3bbIToKk KWHYpPEHNHA B
MOYe, CKIlepogepmMus.



[lpumeHeHne AK B meguLmHe

e [Ny yyacTByeT B 6EMKOBOM 1 YyrneBOAHOM
obMeHe, CTUMYNUPYET SHEPrETUYECKNE
NpoLIECChbI, Y4aCTBYET B
9HeproobecnevyeHnn mMoara, siIBrsieTc
HEMpPOMEONATOPOM CMHANCOB,
CNOCOOCTBYET CUHTE3Y aLIETUIIXOSTNHA,
AT®, nepeHocy K™

* [ Ny ncnonb3yerca B MeguLnHe nNpwu
3aboneBaHuax LUIHC: anunencun,
ncuxosax, genpeccusax, MHTOKCUKaLUNAX.



I'nMy ncnonb3yetcsa B negnatpun, npu
3aep>KKe NCUXNYECKOro pa3BUTUS,
LepebparnbHOM napanuye, a Takke

NCMNOJ1b3yETCAH B BUAE KanmeBou COSN rnpu
OTpaBJiEHUAX COJIAMU TAXESIbIX METAlIJ10B.

MeTeOHUH ncrnonb3yeTcsa Ansa ynyJlleHus
MeTabonmama rnevyeHu, T.K. cnocodbCcTByeT
BKkntoYeHuto rpynnbl —CH, B OnocnHTes ®Ji un
M1, a Takke kKaTexonamuHOB,
MeTunTpaHcpepas, BuTammHa B, .



e LiInctemnH — yyacteyet B OOMEHE BELLECTB
XpycTanuka, ero Metabonnsm HapyLlaeTcs
Npu KaTapakTe.

e Llepebponun3unH — rmaponunsart Mo3roBoro
BellecTBa, OCBOOOXXOEHHbIN OT OernkKa.
Cooepxut 18 aMmMHOKNCNOT. 1 M BOOHOrO
pacTBOpa npenapara COOTBETCTBYET MO
coagepxaHnto AMUHOKMNCNOT 1 I cBEXEN
MO3roBOU TKaHMW.

. [lpumeHaeTca npu HapyLLeHUAX
doyHkumn LIHC, nocne Tpasm, onepauuun, u
KPOBOU3NMUAHUN.



