OBMEH BEJIKOB

7

AMUHOKUCIIOT



"
OCHOBHbIE ®YHKLUWWU BEJIKOB

s CTPYKTYpHas (3MacTuH, KonnareH);
= COKpaTuTenbHas (aKTUH, MUO3WH);

= TpaHcnopTHasA (reMornoouH,
anbOyMuH);

= FOpMOHarbHasi (ropMOHbI NepegHen
Aonv rmnocgpusa, MHCYJIUH);

s  Katanutunyeckas (cbepmMeHTbI
rmvuKonuvsa v ap.);

x= MMMYHHas (MMMYHOINOOYNMHbI U
Ap.);

= remoctaTtuyeckas (6enku 3
cCBepTbIBaHUA KPOBU U AP.);

= peuenTtopHas (peuentopbl MemopaH

n ap.);
= JHepreTnyeckasi (MCTOYHUKU ATD un

Ap.); 1
= 3NIeKTpoOOCMOTHNYECKas

(noTeHuManbl BO30yXaeHUA)

W cxnopvaTes onua-
cnoi cnupons

v




"
HEKOTOPbIE OCOBEHHOCTU OBMEHA
BEJIKOB

m€)XeJHEBHO B OpraHm3mMe B3pOCIoro 4YernoBeka
pacnagatTca Ao ammHokucnot 200—400 r 6enkos;

sfiepuog nonypacnaga 6enkoB ANNTCA: OOHUX -
HECKONbKO CEKYHA U MUHYT, OPYIMX - Yacbl, HMW,
Henenu unu gake mecsaubl;

aB OpraHn3mMme 4enoBeKka He MOryT
CUHTe3upoBaTbca 8 (beH, MeT, Tpe, TpU, Ban, nNus,
nen, une) ns 20 NpoTeENHOreHHbLIX aMUHOKMUCIIOT.
OHN HeE3aMEHUMBbIE;

s€NHCTBEHHBLIM UCTOYHUKOM 8 HE3AMEHUMbIX
aMWHOKUCIIOT U a30Ta ABNAITCA OenKu nuLuu



= B OpraHn3me XMBOTHbIX HET A4eNnO aMUHOKUCIIOT U
6enkoB, OHM MOTYT NULLIb NepepacnpenensaTbcs
MeXay oTAeNbHbIMU TKAHAMM;

s (pusnonornyeckum MMHMMyM OENKOB B NULLE
30—40 r/cyT,

= HOpMma Oenka B NMTaHUM B3POCIOro YenoBeka =
0,75 r/kr maccel Tena (50—80-100 r/cyT);

s Oenkn obnapatoT BblpaXkeHHOM BUOOBOU N Jaxe
nHanBuayanobHoOU cneunuPUIHOCTbLIO;

= KOHEYHbIMM NPOAYKTaMM pacnaga 6enkoB B
OpraHn3mMe XUBOTHbIX SABMATCA BbICOKOTOKCUYHbIE

ammumak (0,03 — 0,06 mM/n),
Mo4yeBUuHa (2,5 — 8,3 mM/n);

= [J18 cOXpaHeHUs B opraHn3me a3oTucTtoro banaHca
6enku B cocTaBe NULLKY A0MKHbI MOCTYNaTb
perynsipHo



" JEE
lNepeBapuBaHMe O0erikoB B Xenyao4HO—
KULWEYHOM TpaKTe

s OMonorn4yeckmm cmbicn nepesBapmBaHuns
b6enkoB - noTepsa BUAOBOU cneundprnyHOCTMH;

m MeéXaHWU3M lepeBapmBaHnd - rmnapornuna benkos.;

m Kflacc oepMeHTOB — rmaponasbl, NoAKNacec —
nenTuaasbl;

= TUNbI pa3pyLllaemMbiX CBA3eN — BHYTPEHHNE
(3HOonenTuaassbl), OTWENNEHNE KOHLEBbLIX
aMUHOKMCIOT (3K3onenTtuaasbl);

= BCE NPOTEONIUTUYECKME PEPMEHTDI
BblpabaTbIiBalOTCS B HEaKTUBHOM Buae
(NpoEepPMEHThI)



POJIb HCI

s aKTMBaUUSA NerncuHoOreHa;
= JeHaTypauns 0enkos NULLK;
s OaktepuumpHoe gencrteune HCI;

m BCaACbIBaHWE KElle3a



MecTo AKTUBaLUUA NpoTenHas
FropMmMoHBbI, CUHTe3a MecToO
sbipabaTbl npoTeo- nen- aAKTUBH CheundnIHO cTh
Baemble nuTudec cTBUA pH bl nencTENS
:FIM3NCTON KN X chepmeH- NpodeepMeHT | aKkTMBaTop hepme
KKT cep- TOB HT
MEeHTOB
HCl 1
HEama CIH3HCTad OJIOCTE 1,5— (MenreHHo) T1€I1CHH — X— THP—
racTpHH, MenCcHHOTeH racTpHH
sKeIygKa sKelTyoKa 2,0 MerncHH 1
THCTaMHH pPeHHH
(GricTpoO) = — X —PEH—
3HTepOKHHa3 8| 1
a g —APT—X—
TPHIICHHOreH TPHIICHH
KHI1€YHHKA, El L
TPHIICHH 2| —Im3—xX—
S
|
| —TPH—X—
XHMOTPHIICHHO S XHMOTPH
H 'l resd P IICHH —PEH—X—
EHMYC O KeITy— [TOTIOCTE
Y TOHKOTIO 7,0—  THP——
CEeKpeTHH H AOYHaA
KHIOIeYHH- 8,0
XONeHC- JKeresa L
S — Ka npo3rnacTasa TPHIICHH 3Jy1acTasa A LA
[Ip OKONJareHa- Konnare
TPHIICHH KOInnares
3a Has3a
Kap©- A
npoxKapOOKCH- OKCH - —COiNH-CH-—
P P TPHIICHH CO4{NH-CH-COCH
nenTHRa3a MeIITH- |
nasa “ R
“».
pHCTe- '“"-..,1
HOYHBIH }
TOHKHH CJIOH H NH;,—CH—C?’—NH—CH—CO—
7,0— aMHHOIIeINITHHAAa3a
CepOTOHHH KHIIEeYHH KJIETKH 20 IM— H TPH — [N THOAsE! | ‘f |
K KHIIEYH O- ? R R R
ro
SIHTENHA

P WU SMNEHT O OWR W

CBOBOJHBLIE AMIHOKHCJIOTBI




" JEE
BULOblI KWCITOTHOCTU XEJTYJOYHOI O
COKA

= FMnepxnopruapus — yBernunyeHne coagepkaHns csoboaHoON CONnsiHoOM
KMCNoTbl U obwen kncrnotHocTn. OHa Yalle Bcero HabnogaeTca npu
s13BeHHOW Bones3Hu Xxenyaka, ABeHaguaTunepcTHOM KULLKKU, racTpuTe;

= FTUNOXJIOPruapuUsa — yMeHbLLEHME KONMyYecTBa CBOHOOAHOMN CONSHOM
KMCNOThbI N 0DLLEN KNCNOTHOCTU. HabntogaeTtca npu ractpute, pake
Xenyaka, 3noka4yecTBeHHOM MarnoKpOBUK;

= axyiopruapma — noriHoe OTCYTCTBUE COMSAHOM KUCIOThI; o0Llas
KMCINOTHOCTb 3HAYUTENbHO CHUXKEHA, NPW 3TOM B XXenyake nosiBnsoTcs
NPOAYKTbl OPOXKEHUS: MOMNOYHas!, YKCyCHasl, MacnsHas KUCHOThI.
HabntogaeTtcs npy XpPOHNUYECKOM racTpuTe, pake »enymaka,
3110Ka4eCTBEHHOM MarlOKPOBUU;

m  AXUIIUA — OTCYTCTBUE CEKpeUNn XKenyagoydHoro Coka, otmMeyaeTcd npu
3J10Ka4eCTBEHHbLIX O6pa3OBaHI/IFIX XKeJlyadKa



"
HopmanbHble n natonornyeckue
KOMMOHEHTbI XKeJslyaAo4YHOro coka

HCI Mono4yHas kucnora
NoH BukapboHaTta (HCO3 ) KpoBb

depMeHT nencuH
Cnnsb MyumH

BHyTpeHHUN dpakTop
(dpakTop Kacna)

Boaa, xnopuapl, cynbdartsl,

doocdarhl



" EE———
NMPEBPALLEHUA HETMAPOJIUSOBAHHbIX
onuronenTnooB " HEBCOCABLLUUXCA

AMK B KMWUEYHWUKE (THUWEHWE)

S s
MHC, MET > CH,-§-H, H.S, CH,

OK-€, BOCCT-€
MEPKANTAH CEPOBOROPOA METRH

-CO. ™
opauTur —w= CH, - (CH3): -CH,
NH, NH,
nyTPECUUH Tpynnwmc
ST A BI
-CO;
au3 w——m- CH; - (CH3)a ——CIH;
|
NH, NH,
Ka/JaBCPHH
CHs
4HNH KPE30A QEHON

OOH
THPO3HH

()UCH Lrl COOH ©\7 @Ej
Tounrodar

Uy pron



MEXAaHH3MbI oﬁesnpemunamm (H%HHTOKCP[KE]]_[I/[[/I) AOOBUTBIX IIPOAYKTOB «THHCHMA OenKoB

H aMHUHOKHCIIOT B IICHCHH
OKHCJICHHE IIPOAYKTOB T'HHUCHHA (TH,Z[I)OKCI’II[[/[[)OBE]HI/IG)I CKaTOJI — CKaTOKCHIL, HHAOI —

WHIOKCHUI,
IIPUCOSAUHEHNE CEPHOM KUCTOTHI (CyIb(hHupoBaHUe )
- DOADC - docoaneHosnHpocdocynbdat

HHAOKCHIICEpHAA KHCIIOTa ()KHBOTHB]ﬁ HHIUKAaH H JHAalHOCTHYCCKOC SHAQUCHHC

OIIpeAeICHId €I'0 B MO‘IG);

(B * DAD Fo 0 -80:K
H H H H
YUBOTHBIN HH/TMKAH

MHAOKCHICYILGAT

WHIOM UHIOKCHIL
0 a %
SO S 0N
O HC-0 -1{-{0-S~0H;
LY I 7
OH g{, A
[IPUCOEAUHEHNE T JIFOKYPOHOBOU KHUCIIOTHI (TTFOKYpOHUPOBAHHUE: YD —

T IOKOYPOHUNITpaHcdepasa, CKaTOKCHIITIIIOKYPOHOBA KUCIIOTA ),
L~ TOOH >
/ \
/ 0 \
{ !
\ .
SO — O<VI®

VJI® — [ HOKVpOHOBas K-Ta



"
O0mue myTn karado/n3Ma AMHHOKAC/IOT B TRAHAX:

I nyrs gexapOokcmmpoBanust (—CO,) 1 00pasoBanus bAA (OHONTOrMYECKY AKTURHEIX AMIAHOB).
Il.  wyrm nesamubupoanust (-NHy) u tpancaMunmnpoBanmst

L. JexapOoxcnnpoBanie aMIHOKACIOT:

DH3UMBI 1 KO(EPMEHTHI (NekapOoKcmassl, By - mapuiokcanbpochar) u cxema peakiun:

R
| E
HyN - CH - COOH » R - CHy,-NH,
-COy
IPOIYKTHI ICKApOOKCUITUPOBAHES, OMOTOTMYECKU-AKTHBHBIEC aMuHB (DAA) 1 X
OUOIOTIYECKAS POITb:




TpaHcaMUHUpOBaHME — NepeHoc
amuHorpynnbl (— NH,) ¢ amnHoKMCnoThb!
Ha KETOKUCNOTY C obpa3oBaHUEM
HOBOW KETOKMCIOTbl 1 HOBOW
aMUHokucnoTel (6e3 BblaeneHust NH,)

TPpaHCaMUHa3bI

(IDOOH CIZOOH

CHa CHg CI:HQ (l3H3

| |

CHaqg + C=0 = CHa + CH-NH3z
I | l |

CH —NH; COOH ? o COOH
|
COOH COOH

Fnyrasmar MNupysar a-Kevornyrapar AnaHne



[lezaMmuHupoBaHue aMMHOKUCIIOT
— 3TO OTLenfeHmne ammHoOrpynnol

(-NH2 ) oT ammnHoKMcnoTLl B BUAE

ammmnaka (NHs) c obpasoBaHnem
KETOKUCIIOTb



Cxema HEIIPAMOI'0 A€3aMHUHHUPOBAHUA aMHHOKHNCJIOT: (TpilHC,IleilalelHl/lp()BaHl/lﬂ)

(1) IPAMOE OKHCJIUTEIbLHOe
TPpaHCAMMHHP OB AHIHE (2) AezammHmIpoBaHHe OHOCHHTE? MOYCBHHBI
| |
| R-CILCOOI 2MuHOTPaHC(hepasa |
H O-KeTOTTTYTapoBad KHCIIOTA

ulih,

O C BG'E | I: *

MAPKHAOKCS b CH2
docdar |

JAerHAp oreHasa

Y HAJ -ranyramar-

B OHTPYILIOUH
CH, g
| 2
?zo o L{ELCTT
OHOCHATE3A
COOH NH; E—b MOYSBHHEL
OHOCHHTES =
=L APrHHHH
FAMEHHMBIX A.K. 5 OpHHTHH P
o E-Bg CH,~NH; 2 7/
KeTOKHCIIOTHI MAPALOKCEMAH COOH
FREBAX CTYTaMHHOBAA KHCIOTA J."N H,
R—(%—COOH C=0 80-85%
(|) \NHI

l

aneTHI-KoA

OTK = CO,+ HyO + ATD



Opranocnenupuyeckue (meueHb, Muokapa) avuHorpanchepassl (neuenb — AJIT=GPT; muokapx -
ACT-GOT).

AT
e AngHuH + -KeTOrIyTapar | o nUpyBar + rayramar
GPT AcT
e Acmaprar + -KeTorayrapar OKcajoanerar + riryramar
GOT

— B muokapae ACT > AJIT

— B neuenun AJIT > ACT

— Kosdppumment ne Putcay 3poposbix iy ACT/AJIT B mnazme kposu = 1,33 £ 0,42; mpu
vH(papKTe pe3ko BO3pacTaeT, MpH remaruTax noHwkaercs 1o 0.6;



BUOCUHTE3 MOYEBWHDI

BCE AMUHOKUCHOTDI
l TpaHcamMnHupoBaHue

YOANEHWE YEPE3 o—KETOIMYTAPOBAS

Y l 3aTpaTbl
FMYTAMAT 3Heprum —
I ATOD
MOYEBMHA ( l \ 3
TMYTAMAT
I e 2 OPHY THH *
APIT'MHUH
NH,"  +CO,+2AT®
®YMAPAT l /
KAPBEAMOMWII-P
LIMTOMMNA3MA
APMMHUHOCYKLMHAT
Acr{ApTAT ATOD MUTOXOHOPWS
FNYTAMAT LlMTP VITWH
a—KETfOFHYTAPOBAFI KUCIOTA
T TpaHCaMnHNpoBaHue

BCE AMMHOKWUCIIOTbI

\




" JEE—
OCOBEHHOCTU OBMEHA
CEPYCOOEPXALLUNX AMUHOKUCIIOT

S-aleHO3UNMETUOHMH agpeHanvH TUMUH
NH; OH
| HO Ceprx HN - CHy
3
v ’/ "‘.‘_ N ‘ — - 29
N/ / l R %a*onamn{ |
1 d CH-OH Il R ¢
- T, CHy-NHTCH, -
T | TR HOSCHyCHyNHCHY),
+ o ‘ 3
f? & H"}-‘ U 9 XOITHH
(CH,) f’f KATEXOJIAMUHOB;
£ A ;——{ KpeaTHHa;
(N o om  pmmm CH, C:O:CHy CH, R (CH)
COOH TUMHHA; |
XOJIMHA. O
JCLUTHHA alle TUIIXOIIH
WHAKTHB AL

META0OUTOB U
KCEHOOUOTHKOB



" EEE————

CUHTE3 KPEATUHA U KPEATUHD®OCDATA

Mbiwubl, MO3r



" JEE
HAPYLWWEHUA OBMEHA TUPO3UHA U
OEHUNANNAHUHA

PP
4 S CHy CH-COOH E| (_,HI CH-COOH Ih_. 1§ (NN T
| NH, by NH, | CHyGCH
N7 HO' \\\/ , TR NH;
M\'\-\. ~
l Lo
£ .
//I \ hl - ) \\\- F‘z
[/ ﬂ»(_,l-lz—(l_l,—(_,(_)(_)l-l ~
\ & 8—aMHHOJIEBY IMHOB A SNV AN
N7 KHCIOTA & \J\ J:
| i oA\ CH COOH
S rop pHpHHBI
[ ﬂ*lﬂﬁz CHOH-COOH  (npemuecTBeHHMKH rema)
N v - -
v riop¢o01IIHOT €H L: F4
! w7
A Mg ng [ o
r ﬂ CH,~COOH AN X
i B
*\\x ed
[SENMIKETGHYPHA | THPO3MHEMIA ATKATITOHYPHA | [ ANBBHHITIM




"
OBMEH OTAOEJIbHbIX AMUHOKUCINOT

HasaHune AMK MpeBpaweHna AMK

BLl% KpeaTuH, cepuH, remorriobumH, nypnHoBbLIE
OCHOBaHWA, Xen4Hble KUCNOTbI

AJ1A [NBK—auetun-KoA, rnoko3a

CEP 3-cbocdornuuepuHoBaga KUCoTa,
STaHonamMunHa

MET XOInWH, TUMWH, apeHanuH, KpeaTuH,
KpeaTUHUH

LNC TaypnH—Xen4yHble KUCNOoThl,

CepHas kucnota—PAPC

1Y, ACT1 Obe3BpexnBaHme ammmnaka,
CUHTE3 NYPUHOB U MMPUMUONHOB

APl MoueBuHa, KpeaTuH
OEH TnposnH—agpeHanuH, TMPOKCUH, MenaHUHbI



"
CUHTE3 'EMA rEMOITIOBUHA

Cmmom 4+ Cyxkumn-S-Koa

N

S-AMMHONeBYIMHAT- |, 1 ‘
CHHTA32 [ €Oz, KoA-SH

2 d—-Amunonesynunosas kucnora (6-AJIK)

ﬂoprb06pmpmoreﬁjr> 3 2H-O
CHHTA3a " 2
v

4 Ilopdobunumoren (ITBT)

¥III-cunTas a—k >£0 4NH5

@—-’ Vponopdupunorex |
VI -kocunTas Zt—rL[)l




" N
YIITI'-pexapbokcmwiasa ﬁ}b 4CO1
Konponopduprmoren [11 (KIIT)
KIIT-pexapboxecmias a—]:[) N 2C0,

KTI F-oxccpma3a—]l,\‘> N> 4H

L 4
[Iporonopdupunoren IX (ITI1I7)

6 H
.Flpmonop(f)_upun X

2+
Peppoxenara3s aj;)f E

'EM

P ["106uH J




" J——
Pacnag remorrnobnHa B TKaHAX U
oOpa3oBaHue XeNMYHbIX MMrMEeHTOB

Fe +3

|| . [ e
,f"‘l"‘* ~ Mg, (HEUHENHZVIOUIRS) ey’ “nd H (S TRAR TGRS
OB MG wd PORETER S ¥ M % I Pl
RN S o P N Pt P
v 4 8 ,"' ..;, G
3 r ri n , -
Femoraodn Baep o no0r

Per HMKVYIOIHAOTCIIHAIBHLIC KIICTKY
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Jurirokoponu/ ounupyouHa

Komnnekc anb0yMuH - onnnpyouH JocTaBnseTCs C TOKOM
KPOBU B NevYeHb

MexaHnam obes3BpexuBaHusa ounupyoumHa -
obpaszoBaHMe KOHbIOMMPOBAHHOIO C MMHOKYPOHOBOW
KMCITOTON HETOKCUYHOIO OUrMIOKYypoHuaa ounnpybuHa B
neyYeHu



Henpsamou ounnpyouH
(HEKOHBbIOrMpOBaHHbLIN, CBOOOAHLIN)

Mpsimon ounnpyouH
(KOHbHOrMpoBaHHbLIN, CBA3aHHbLIN)



NMPEOBPA3OBAHUE BUITUPYBUHA B
KULLEYHUKE

Cxema HopManbHOro ooMeHa ypoouUnMHOreHoBbIX Ten

MOHO- , AW- U TPUNUPPOSbI

NEYEHb NMOYKU

j [

|

Me300MNNHOreH
— CTEpKOOMNUHOreH —» CTEPKOBUNUH

ounnpybmH —  me306unnpyomH —
(ypobunuHoreH)




" EE———

Kenryxu: (rurepSunupyOSuHeMIs > S0 MKMOJIB/TT)
OTNOXXKeHIE OHNMUPYOMHA B TKAHSIX, B TOM YHCHE CIM3UCTEIX, M OKPANTUBAHIE MX B XKENTHII I[BET.

CocmofsHue AeY9eHU U HanpasneHUR QUPKYyTALUU
SunupybuHrHa npu pasnauUYHbix eU0ax ¥xesgmyx
z

O Gussyprecsrsc O 228 de T

Hapescuonamossan

1 — KpoBeHOCHbIA Kanuninap —jge-  Henpanoii 6uaupy6aH
2 —-TenaTouunThbl (ceazamHLIfi ¢ anL 6ymMumon)
3 — XKendHbin Kanvnnap
— — P Tpamait AunupyRue
(KUHbHRITHMpUBYH C
ITIMKYDOHOBROI KMCJI0TOH)



I'emomTHUeCKas
YCHIIEHHOE pa3pylleHHe
IPUTPOIITOR (TOKCHKO3EI,
OROTH, TIepelHBPaHHe
HeCOBMECTHMOI KPOBH)

Hapeﬂmman)aﬂaﬂ
1. HapylleHue IIpOHHIaeMOCTH
TellaTOIUTOR, T.€. 3axXBar CHIHMPYOHHA
H BBINENEHHT €TI0 ¢ JKeIUbIO.
2. HapyleHHe KOHBFOTHPOBAHIA

OwmpyGCHHA.
3. HapyiueHie paciaga

O6TypaunoHHas
MexaHHYeCKOe HapYIIeHHE
OTTOKA JKEITUH B
ABeHAUATHTIE PCTHYIO KHIIKY
1. JKemyHBNi KAMEHE.

2.  Onyxoms

Me300HIHHOI€HA MO M- U Tgonos

Henpsimoii + + + i 4
oNIUpyoHH (103-171 MKMOIB/1I)
PSIMO¥A 6l/l.rll/lpyﬁl/\l’H 4 4o 44
OHBIOTHPOBAHHBIN
SUIMPYOUH MOYH N + + + +
YOOUTHMHOTeH MOYH
repKOGHITMHOrEH U + + + + + —
Me300THHOTeH)
TePKOOUTHH KAJIA N unu (+) N unum (_) -
depMeHTHI
T N +++ st
1ot N + + + Hs o+




OBMEH
HYKITEOINMPOTEUHOB



B rreer—e————
BUOCUHTEI3 MNYPUHOBbLIX MOHOHYKJIIEOTUOOB (AM®, TM®)
(de novo = 90%)

O
(MK~ non 5 2
<y CHy<0=PZOH
O ~SOoH
H
HO
OH OH
ATD
nupodochopunasza <
AN D
5 20
CH,-0O-PZOH
N
OH O O
O = 1|:,~ O _{:! -0 Pochopubosunmipodocdar (PPIID)
| |~ OoH OH
—0
—0
'Y —C=
P~P TOH
5 e
CH,-O-PZOH
o SoH

POCPOPHBEOZHMITAMHWH
OH OH



'_
— TIOCJICJOBATEIBHOCTh XUMHUECKUX peakimil OnocuHTe3a AM® u I'MO, a 3atem
AJIO u ATO, a takske I' IO u I'TO:

“Pu- [P
(HHA]L rHyTaMw ) AcgipTaT
0 A
N

—  nmoko3a—pubozo—S—gocdar, S-ocdopudozrmupodocdar, S—pochopubozniaMuH,
- HHO3MHOBag Kucjuora, AM® u I'MO

? ?
AM® ——AJ[@ ——> ATO
9 9

MO ——TI® —>[TD



—  DJKCTpeHHBLII BapMAaHT (3amacHoOM MyTh) OHMOCHHTE3a IMYPHUHOBLIX MOHOHYKJICOTH/IOB
AMO® wu TMO® (nyrs peyTwiHzaluu IIPOMEKYTOUHBIX TNPOJAYKTOB pacnaja

MOHOHYKJICOTH/IOB)
(AM® - TMO®)
(I)RH(I) l
I'MO < | ['yanun
b
| r Moueras
MO <« - I‘;H(D HUIIOKCAHTHH _— KUCIIOT

| . 4/
AM®D < AneHuH

OPIID

E;: I'vanun — ['mnokcantun dochopudosunrpanchepasza
E»: Anenun dpochopubosmwntpancdepasa
®PII®: hochopubozmwmmupodocdar



KOHEYHbIN NPOOYKT PACNALA NYPUHOBbIX
HYKINEOTUOOB - MOYEBAA KUCIIOTA

NH OH OH OH
Obaﬂ dapH N dan cagH N V\
L /L i L J KCAHTWH- )\ J KCaHTUH )\ J
okcuaasa okcuaasa H- O-H
H
AﬂeHMH FMHOKcaHTMH KcaHTMH Mo4yeBas KucroTta
NH, MHoaﬁ\:
} y pnbosa ||
AQEeHo3NH (V
pnbosa
MyaHO3VH > > » H J

FyaHMH H



HAPYIINEHWA CUHTE3A H PACIAJIA MOHOHYKITEOTH/IOB ITYPHHOBOI'O U

HNPUMHWJIHMHOBOI'O PAMTA

Tunepypuxemusn u nooazpa:

B KpoBH 370poBoro genoreka 0,15 — 0,47 mM/n mouesoii kucnotel (MK). B moue
IIPUCYTCTBYIOT COJIM MOYEBOI KHUCTIOTHI (ypaTHl).
HakoruteHre MK B CBIBOPOTKE KPOBH U TKaHAX (THUIIEPYPHKEMIIT, TTOAarpa).

IIpu4uHbL

*

TeHeTUYIEeCKU AeTEPMITHUPOBAHHOE HAPYIIIeHIe aKTUBHOCTH SH3MMOB «3aIllaCHOTO
YT PEyTIIM3AIII ITYPIHOBBIX OCHOBAHTIA.

YIIOTpebIeH e GOMBIIOrO KOMIMYEeCTBA MUY, OOraToi HYKIEOIPOTEUAaMI,
crabblil KPOBOTOK (MAJIOTIOBUKHBIN 00pas KI3HHU, CEPASIHO-COCY/ICThIE
3a00IeBaHNT)

TIPY HEKOTOPBIX 3a00IeBaHMIX KPOBH, TTOUEK, OTPABICHIN CBIHIIOM, HEKOTOPBIMI
JIeKapCTBEHHBIMH TIpeTIapaTaMiu

HocnaeacTBusi - (13-3a IIOXOI pacTBOPUMOCTA MOYEBOU KUCIIOTEL B BOIE):

*

*

OOUIIbHOE OTNIOKEHNE KPUCTAILIOB MOYEKUCIOro HATpUs (ypaToB HaTpud) B 00NIacTu
CYCTaBOB

HIOJar pUecKre y3IIbl — TOPYCHL — (MECTHOE OTIOKEHIe U HaKOILIEHNe YPaToB B MEJKIX
CYyCTaBaX, CYyXOKUIIIX, XPAIIAX, KOKE ).

NefIKOIWMTEI (har OIUTUPYIOT KPUCTAIUIL YPATOB B HIX, Pa3pPyIIAIOTCI MeMOpaHbI
TI30COM, OCBOOOAUBIIIECT (PePMEHTHI IN30COM Pa3pyIIaloT KIETKU, IIPOAYKThHI
pacraja KIeTKU BBI3BIBAIOT BOCIIANICHNE

nedopMalid CyCTaBOB U HapyIeHNe UX (pyHKIWI

OcJ10sKHEHHS TI0JATPbI:

*
*

*

OTJIOKeHIE YPaToB B TKaHU TTOoUeK (TIouedHasd HeAOCTATOTHOCTD )

OTJIOKeHIE YPAaTOB B ITOYETHBIX JIOXaHKaxX ¢ 0Opa3oBaHIeM TIOYETHBIX KaMHel
(MouekaMeHHas OOJe3Hb )

y My>k4uH — 3abonesanuie B 20 pas dalie, 4eM Y SKeHIIH



"
1. Cum)pom Jewa — Huxana: (madicenan opma zunepypuxemii) :
NPOABJIAETCA TONBKO Y MaJIbUHKOB)
= JlpyuwnHa: HaCNECTBEHHBbIH AedeKT PepMeHTa «3anaCHOrO NyTHY CHHTE3a NYPHHOBBIX
MOHOHYKJIEOTHAOB - I'VYaHHH-THIOKCaHTHH-(pocdopudosmiTpanc
= Jlocaeacreus:
¢ TI'yaHHH (M THIIOKCAaHTHH) HE HCIIOJNb3YIOTCA NIOBTOPHO ISl CHHTE3a HYKJIEOTHAOB {KIIYTh
CMaCeHH»), a NEJNKOM npeppamaioTcsa B MK
¢ KOMIIEHCATOPHO YCHJIMBAETC o0pazoBaHHEe NYPHHOBBIX (H NHPHMHAHHOBBIX)
HYKJIEOTHAOR de novo.
HapyIIaeTcs peryysiusa Hx o0MeHa
NEPENPOH3BOICTBO HYKJICOTHAOB H MOBbINIeHHE B KpoBH MK (runepypHkemMus) U
dochopudoznnnupodocdara

KianHnueckye nNposiBJIeH

VY aetel K 2 rogaM pasBHBaeTCd YMCTBEHHAs OTCTAJIOCTh
ype3BblMarHasa arpecCHBHOCTD: JIETH NOJY4YaloT YAOBOJILCTBHE, HAHOCS ce0€ yBeubs
CMEPTh B paHHEM BO3pacTe H3-3a HapyIleHHs (PYHKIHH MOUEK.

* & &

= JleyeHre ¥ OpeavipexaeHye rInepypruKeMIH U IOAArphI :
¢ HCKJIIOUEHHE H3 JIHEThI IPOJIYKTOR, GOraThiX HYKJI€aTHAaMH (TIeUeHH, HKpPbI, Kode, Jasd,
MsCa)
¢ MpHMEeHeHHE (papMaKOJIIOrHUECKOro npemnapara — aJJIOIyPHHOJIA, CTPYKTYPHOTO
aHayora r'HrnoKCcaHTHHA
0 auIonypHHOJ — KOHKYPEHTHBIH HHT'HOHTOP KCAHTMHOKCHUAA3BI

OH

aJaN0IyPHHOJ
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Opomauud ypus.

+  HacnepcTBeHHbI fedext Gepmenta (Y Td- CHHTETaIHI), KATAMMSHPYIOLIET O 1B ¢
ToceRHHe pearipnt ckrTesa YMP (obpasosarne i fexapOoK CHMpoBaHke
OPOTHAHIIOB 0¥ KMCIIOTBI).

- BOSHMK®&ET HEJOCTATOUHOCTh ITHMPMMMIHHOBBI HYKIE0TH/ 0B, He00X OfMMbIX ANA
cuHtesa JHK 1 PHK

- HAKOIUIeHME OPOTOBOH KHCIOTHI B KPOBH K BHICOKAA €€ BKCKPELHA ¢ MOUOH.

- TIPK OTCYTCTBMM NEUeHIA — He0OpPATHMOE PEsKOe OTCTABAHME YMCTEEHHOr0
(bH3HYECKOr0 PasBHTHA. b onbHbIe ITOrHO4KT B [IEPBbIE TORBI KIIHK

- OpOTOBAA KHCIOTA HETOKCHUHA, HAPYLIEHHE PasBHTIA — CIIe/ CTBHE
(THPHMEAMHOB OO TOTIOF 8%,

" Jlevenwe: mpuMeHeH e YprpAKHa (0es mepepbE0B, Ha POTAKEHME BCeH KIIHH)
nna obpasoparka YMP u apyri mprMEAMHOBBI HYKIEOTHAOE B 00X 0

mapymerspy peaxipst (Vpumm + ATE— YMP + ATTD)



