MeTabonmam aMmnuHOKUCHOT

(HapyweHusa metabonuama
HEeKOTOPbIX aMUHOKUCIOT)
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Tupo3snHemusa tuna | (TUPO3UHO3):

- Yactora bonee 1 Ha 100000
(ncknroyenmna: Keebek (1 Ha 2000);
Hopeerna n duHnaHgma (1 Ha 60000))

- [JedekT dpymapunauetoaueratrngponassbl

- [lnapes, pBoTa, 3a4epXKu B pasButum (ocTpagd
dopma y HOBOpPOXOEHHbIX). be3 nevyeHus rmbenb
B 6-8 MecaueB OT HeAOCTaTOYHOCTU NEeYEHMN.

[Tpn xpoHun4veckon coopme rmdens B 10-12 ner.

- JleyeHune: gpneTta ¢ HU3KUM coaepKaHnem

deHmnnanaHnHa u TMPO3nHa, TPaHCNNaHTauus
neyYeHn, HUTU3NHOH (nitisinone)



BbknBaemMocTb Npu TUPO3NHEMUN TUNa |
(Han KpyBLIMM NOKa3aH BO3PacT NOCTAHOBKU AMarHo3a)
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Tupo3nHemus Il Tuna (cnHapom PuxHepa-XaHxopTa):
- HedekT TuposnmHammnHoTpaHcdepas.bl

- MNopaxxeHus rnas, KoXu, yMCTBEHHasi OTCTanocCTb,
HapyLLEeHne KoopanHauum

Tpo3nHeMust HOBOPOXAEHHbIX:
- HegoctaTtouHOCTL N-rMgpokcudpeHunnupyBeaT-ruapokcmnassl
- Bbicokasa KoHUeHTpauna TMpo3nHa, peHmnnanaHmHa B KpOBU

AnKanToHypus:

- edekT romoreHTn3aTokcugasbl (anokcureHasa
FOMOreHTU3NHOBOW KNCIIOThbI)

- Mo4a 4yepHoro uBeTta, NIUrMeHTaums coeguHUTENbLHOMN
TKaHW, apTpuUT
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2. PEHUNNIANNIAHUH
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deHnnanaHnH npeBpaLlaeTcs B TUPO3UH,
npv HapyLLeHun passuBaetcsa PEeHUINKeTOHYpPUs
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HapylwieHuns katabonmama peHmnnanaHnHa
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Heckonbko TunoB runepdeHunanaHmHeMumn

[TpNYMHbBI: HAPYLWEHNS pa3HbIX 3TaroB
Katabonunama doeHunnanaHuHa

1. Knaccunyeckasa peHUNKeToHypua —
doeHmnnanaHnHrngpoKkcunasa
(npeBpaLlieHne ®eH B Tup)

2. BapnaHTHas qeHUNKETOHYpUa — MyTauum
doepmeHTOB: AurnapodbuonTepnHpeayKkTasbl
N MoCcuHTE3a anrnapobunontepmHa



Knaccuyeckaga OKY

[TpnymHa: myTaumm NnpmMBOAAT K MOSIHOU UMM YaCTUYHOWU
NHaKTUBaUUnN doepMmeHTa (beHunanaHnHrnapokcunasa)

Tokcunyeckoe gencreme:

doeHunanaHuH TOpMo3nNT TPaHCNOPT TpunTodaHa
N TUPO3uHa Yepes [ Bb, 4uTo HapyLllaeT cnHTes
HenpomMmeamnaTopoBs; HapyLweHne MnennHmn3aunm

CUMNTOMBI: KOHUEHTpauma dbeHnnanaHmHa B KpoBU
yBenunineaetcsa B 20 — 30 pa3s (1,0 — 2,0 mr/gn B HOpme),
B moye — B 100 — 300 pas (30 mr/an Hopma),
doeHunauetart n penmnnakrar B mode 300 — 600 mr/an

[MposaBneHns: HapyLLEeHUss YMCTBEHHOIO 1 hU3NYECKOro
Pa3BUTUSA, CYyJOPOXKHbIN CUHAPOM, HapYyLLUEHWe
MUrMeHTaLnn



OcnoxHeHunsa npu OKY
Y B3POCIbIX

1.HeBponornyeckmne/HeENPONCUXONTOrM4YeECKUE:
- ABCTpakTHOE MbILLNEHNE
- ['NnaHnpoBaHue/opraHn3auns

- fapyweHnd MmmnesimHn3aunm

2. [lcnxonormnyeckune:

aenpeccus, pasgpakKuMocTb,
HMU3Kas caMooLeHKa, dpobun



OcnoxHeHunsa npu OKY
Y B3POCIbIX

3. HegoctaTtok BUTAMMHOB U MUHEParnbHbIX
BELLECTB:

B12, B6, doonnesaga kmMcnota, xeneso
4. OcTeonopos

5. Bbicokne kKoHueHTpauun ®eH B KpOBU
MaTepU TOKCUYHbI ONs nnoaa.
Takxke onacHoO orpaHU4YeHHoe
noTtpeodbneHne benka.



BapnaHtHaga OKY

 [lpnynHa: myTaumm B reHax pepMeHTOB
MeTabonmnama TeTparngpobuonTtepuHa.
UacTtoTta 1 — 2 Ha MUINNOH.

 [lencTBne: HapyLwaeTcsa Metadbonmam
TUPO3NHA, PeHUNanaHnHa, TpmnTodaHa.

* rlpOFIBJ'IeHI/IFIZ TAXEJ1ble HEBPOJIOTNM4YECKUE
HapyweHNAd N paHHAA CMEPTDb.



3. AMUHOKUCHOTDbI
C PA3BETBJIEHHOW
ookosou LEINbIO
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HapyLwieHusa katabonmama
Pa3BETBMNEHHbIX aMUHOKUCNOT

bone3Hb KNeHoOBOro cupona —
HapyLweHne aekapoboKCUnmMpoBaHust a-KETOKUCIIOT

[1IpoaBneHuns:

- AeMuenuHu3auns

- HapyLleHne meTabonmnama HeMpoMeamnaTopoB
- OTEK MO3ra U CMepThb



4. NMPOJINH



H H

H N/
+ ~H
O—

C/
Il
O

L-Proline

NAD™

PROLINE

DEHYDROGENASE @

Hclz/
o

NADH + H™

CH,_ _CH___O-

CH" ~C~
[
O

L-Glutamate-y-semialdehyde

NAD™
GLUTAMATE SEMIALDEHYDE @
DEHYDROGENASE
NADH + H™

L-Glutamate

l

o-Ketoglutarate

[ MnepnponuHemMmuna Tuna
I

[ MnepnponuHemMmuna Tuna
1



5. 'NMMMUUH



[lepBUYHaAa runepoKcanypus

CMNTOMBI:
- [locTosAHHAas aKCKpeLnst okcaraTta ¢ Mo4ou
- OKkcanaTHble KaMHU B MOYEBbLIBOASLLMX NMYTAX

[TpUYnHbI:
- HapyweHne metabonuama rnumokcunara

rmum =) [TINOKCUNAT s dopmma
— T

H JL
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6. LUCTEUH



LinctenH: HapyLwieHus
meTabonunama

LINCTUH-NN3NHYpUA:
- HapyweHune obpatHoro BcacblBaHUs B Mo4YKax
- OTrnoxeHne KpucrtanmioB LUUCTUHA

LInctnHoa:
- OTnoxeHwne KpucTanmoB LNCTUHA BO BCEX TKAHAX
- [ledeKkT TpaHcnopTa uMcTtuHa U3 nmM3ocom

[OMOLMCTUHYPUN (HECKOSBKO TUMOB):
- [lloBbilLleHNe KOHUEHTpaUMN METUOHMHA B Nfiasme
- BbiBegeHue romounctnHa ¢ MO4You



7.TNCTUOUH
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CnmMnTOMBbI:

-[NoBbllLEHNE KOHLIEHTPALUUN TUCTUONHA B MOYe U
KpOBU

-[loBbllLEeHNE KOHLUEHTpaUun nmmaasonnupysaTa B
MoOYe (anbTepaTMBHbLIU NYTb NpeBpaLleHns
rMcTUanHa)

-BANIOCTb, OTKa3 OT NULLMN, USAMEHEHNE TOHYCa MbILLL,

- OTCTaBaHMe B YMCTBEHHOM pas3BUTUM

[Tpn bepemMeHHOCTH
TakKXe NoBbILLAETCHA KOHLUEHTPAaLUA TMCTUANHA,
YTO HE CBA3aHO C HapyLleHneM ero metabonunama



