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BHyTpukneTto4yHasa nokanusaums
(PepMeHTOoB

» dpnpo - [HK nonumepasa.

* MutoxoHapum — epmeHTsI LMKna kpeobea,
3- oKucneHus XupHblx kucnot, ACAT

* LluTonnasma — epmeHTbl rmukonmaa.



[TponcxoxageHne dpepmMeHTOB

CbIBOPOTKU KPOBM:

e CobCcTBEHHbIE cbepMeHTH nnasmbi KPOBW
(CeKkpeTopHble)
— MPOTPOMOUH,
— MpoakLuenepuH.

o OKCKPETOPHbIE

— dMWUJ1a3a
— JInnas3a
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OpraHocneundunyeckne depmMeHThI
(M30PEPMEHTHI)

DepmMeHT OpraH
nar, nar, MUOKapA

nar, nar, neyYyeHb, MbiLLLbI

aMmunasa noaxenyano4vHasd
AnAT Xenesa
AcAT ne4vyeHb
MuoKapa

Kucnaa dpoccartasa

rnpeacraresibHasd
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| neBaHMﬂ BO3HUKalOLLME npu
'”‘*‘*" CTBVIM (epMeHTa UIN HapyLleHUN

1;,;.""— - ero aKTMBHOCTY.



IH3IMMONATUU

HacnedcmeeHHble (nepsuyHbIe)
2eHemu4ecKue — XxapakTepu3ayrTcs
OTCYTCTBMEM, HeJOCTATKOM UK AedreKToM
CTPYKTYPbI Kakoro-nubo pepmeHTa

JANb0MHN3M | ®eHUNKETOHYPUS
I [anaktosemua [ [ NMKOreHo3b!

[lpuobpeménHbie (mopuyHbIe)
° - UH2ubuposaHue ghepmeHma
e -docmynHocmb KOghakmopos



HopmanbHbIN meTabonuam

PeAVMITaITannHg.
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PeHUNKeTOHYpUA

HYDROXYPHENYLACETIC
ACID
!
Dietry :
SOUrCES, | PHEN%Z\NINE
- HYD ASE
Egrt]'f“'a”y_> PHENYLALANINE -
d
proteins :
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PHENYLACETIC BODY

ACID PROTEINS




Albinism - tyrosinase is deficient and melanine (black
pigment of skin, hear and eyes) not produce, and

affected individuals (called albinos) are extremely
sensitive to sunlight.




Alcaptonuria - coused by a deficiency = T
of homogentisate oxidase. Large '
guantities of homogentisate (product of
tyrosine metabolism) excreted in urine
and autooxidizes, forming dark colored
pigment (black urine). In additional,
pigment accumulates in various tiISSUE §,; coupason of Colouw of ety voided
and cause a degenerative arthritis. prineand DineafleraiHons




BTOpnYABIE

HIMMORaTNMA

o
I
o
Initial substrate
Hy"N— ? —H (threonine)
H—C—OH

*A>B—->C—>D—>P b,

Allosteric site / Active site
— E1 E2 E3 4 - Enzynio 1
T 1 (threonine deaminase)
1

Inhibition i Intermediate A

Threonine deaminase is regulated g3t | e
by isoleucine in the cell. 533 “ml.,,
Isoleucine binds to enzyme at allosteric : 285 Y.,
site and acts as allosteric inhibitor : I
i (0
(|: = End-product
_________ Hy'N— C|: —H (isoleucine)
H—?—CHS
i

13
Copyright © 2006 Pearson Benjamin Cummings. All rights reserve d.



BTOpnYABIE

HIMMORAGTUMA
[1JOCTYNHOCTb KOPAKTOPOB:

* HedocmamoK sumamMuHo8 8
numaHuu:

* HApyweHue ripoyeccoe yceoeHus U
mpaHcriopma eumamMuHOoOSs,

* UBMEHEHUE cpodcmea
rnrhenmarHma K akmiiQHOMY, [1aHI N/



1/3 OONbHbIX
4YYBCTBUTESbHBbI




TTMPVIAOKCMH (B,) — nupnaokcanbdocdar
(PLP).
~1,3 Mr/o0enb. B coctaBe ~ 112 oepMeHTOB (3%).

e ANTaHUH-2/1UOKCcU/Iam aMuHompaHcghepa3sa —

r’mnepoKcanartypus, MKB N NnoYyeyHa4d

HEOOCTATO4YHOCTDb.
OMIM 259900*

e B-asmaHuUH: a-kemoeasiymapam mpaHcaMuHas3sa.

CuHapom KoxeHa — BblpaXeHHas YMCTBEHHAsi OTCTanoCTb
COYETAETCH C OXKUPEHUEM, MbILLIEYHON MTMNOTOHMEN,
rmnonnasmen HUWXXHeW YencTy ¢ BblgaroLwnmMmnca pesuamu,
Y3KUMU pyKaMumn U Horamu u np.

OMIM 216550*

* MIpoekT «MeHaeneBCKoOe HacnegoBaHUe y YerioBeka»
(aHrn. Mendelian Inheritance in Man, MIM).




o Cneyudpuyeckasi apumpoudHasi cuHmemasa o-
aMUuHoJsieeyJ/IUHOB8OU KUcC/1Io0MbIl (MUTOXOHOPUWN) — CBA3aHHAA C
X xpomacomon cuaepobnactudeckas aHemms
OMIM 301300

HapyweH cuHtes gensta-AJlK (cykumnHun Co-A + Gly), -

HeJoCcTaTo4HOE 06pa3oBaHNe KONPONOPEUPUHA
NpOTOMNOP(PUPUHOB B 3pMTpOoGNacTax n HaKoNneHne B HUX Fe?*.

e KuHypeHuHa3a - npeBpallaeT KNHYPEeHWH (Trp) B
aHTPaHUITOBYIO KUCIIOTY.

HapylieHne yMCTBEHHOIO pa3BUTUS. OMIM
236800

e [lekapbokcunasa apoMaTu4eCcKkux L-aMMHOKNCHOT.
CuHTE3 godamMmnHa n cepoToHUHA.

HapylieHne pa3Butns , ’MMNOTOHUSA, U Mp. OMIM 107930



e OpHUMuUuHaMuHompaHcgepala (MmutoxoHgpun) (EC 2.6.1.13.)
— rmpaTtHas (konbueBuaHas) atpodpuna ceT4yaTku (OMIM
258870)*

HapyLwieHne npeBpalleHns OPHUTMHA B NPOSNH.
CuMnTOMBI: aTpOdUs ceT4aTKN N MMIMEHTHOro ANUTENNS rnas.

BHauvarne - «kypunHasa" (cymepeyHasq) cnenota, B 60-70 NeT -
nporpeccupyroLwasa gereHepawms ceT4aTkm 1 cCocyanucToro
cnneTeHua rnas.

e [JucmamuoHuH B-cuHmemasa. (OMIM
236200) [ MneproMouncTeMHEMUSA, HAPYLLEHNSA pa3BUTUS,
cepaedyHo-cocygmucTasa U ckeneTHaga nartonorusa, un np.

* TIpoekT «MeHaAeneBCKOe HacnegoBaHUe y YerioBeka»
(aHrn. Mendelian Inheritance in Man, MIM).



TUuamuH (B1) — 1,2 Mr B A€Hb., TMamuHandoocdar, 4 doepmMmeHTa.

o [lecudpozeHa3a AK c pazeemesiEHHOU Uernbio
(MUTOXOHOPUN) — OONEe3Hb KneHOBgro cupona- B Mo4ye \Val,
Leu, lle - gaeT 3anax KNeHoBOro cupona.

OMIM 248600.

CMNTOMBI: KETOAUMA03, HapyLleHNne YMCTBEHHOIO pa3BUTUS,
aTaKkcug, crenora (> a-KEeTOKUCIOT).

* [lupyeam dekapbokcusa3a (MntToxoHapuin) — bonesHs Jles
(Leigh disease) mogocTpasa HeKpoTUu4veckKkas
3HUuedanoMmuenonaTus.

JTakToaunoos, aHuedanommenonaTua, HapyLleHue
YMCTBEHHOIO pa3BuUTUS, aTaKkCUs (6ecnopasok, epey.),
NOBbILLIEHHAA BOCMPUNMYMNBOCTb K UHPEKLIMAM, MblLLEYHASA
cnabocCTb, TMMNOTOHNA U Op.

OMIM 312170.

[eH B X XpomMacoMme. Y HOBOPOXOEHHbIX AeBOYEK N3-3a
nakToaungosa pa3BmBaeTcs anunenTu4ecKMm CUHOPOM



e Mem6paHHbIl nepeHocYUK muaMuHa SLC19A2 (6enok
MeMbpaH) — meranobnactuyeckas aHemMusi, caxapHbin gnaber,
HEeNpOCeHCcopHasa rnyxorta
OMIM 603941.

e TuamuH nupogocgokuHa3la - meranobnacTnyeckas aHemus,
caxapHblvi ouabeT, HeMpoceHCopHasa rayxorta OoOMIM
606370.

* a-Kemoasiromapam deaudpozeHa3a (MUTOXOHOPWUN) -
Merariobnacrtuyeckasi aHeMus, caxapHblin AnaberT,
HEeNpOCeHCcopHasa rayxora OoMIM
203740.



PubognasuH (B,) - 1,3 mr/geHb. ®MH 1 ®A[], B
cocTtaBe 4% (~ 150) dpepMEHTOB.

e MemusieH-THF pedykma3sa — rmneproMmouncTUHeMus,
cepAevHo-cocyaucTble 3aboneBaHnsl, MUrpeHb, anabetTndeckas
HedponaTus, BPOXAEHHbIE HapyLUeHUst pa3BUTUA cepalia
OMIM 236250.

e HAL(®)xuHOH okcudopedyKkma3a — BbICOKNN PUCK NENKEMUN,
YpOreHuTarnbHbIX Onyxoneu OMIM 125860.

o [IpomonopgupuHo2eH oKcuda3a — CMeLlaHHaga (Néctpas)
nopdupunsa, HemponcmxmaTpmyieckme HapyLieHua, aBuratenbHaga
HeBponaTus OMIM 176200.



« Kopomkouerno4ye4yHasi-, cpeOHe- U OJIUHHO- ayurs-KoA
deaudpozeHa3a — HeEVPOMbILLEYHbIE HapYyLLEHUS,
MeTabonmnyeckuin aunaos, Nnpunagkn, otctaBaHne B dun3n4eckom
pa3BUTUU

OMIM 201470, 201450, 201460.

o Komnnekc | UM MumoxoHOpuU — BbIpa)XEHHbIE MMonaTun,
HenepeHoOCUMOCTb PUINYECKUX HArpy30K, BO3MOXKHbI
MUTOXOHOPWarnbHble 3HLUeMdanommenonaTtum, nakrtoayumaoos u
OCTpPbl€ HapyLLUEHUS1 MO3roBOro KpoBoODpaLLEeHUS OMIM
252010.



Tepanua
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[MpumeHeHMe qpepmeHTOB
B MeauLnHe

- ANArHOCTU4YEeCKOe - onpepeneHue
aKTUBHOCTU (DEPMEHTOB B CbIBOPOTKE KPOBU U

OMonornyeckmx KNOKOCTAX.

- TepaneBTn4yeckKoe — JieKapcCrtBa.

- nabopaTtopHoe (aHannTn4eckoe)
- peareHThbl.



Oc l PepmeHm 8 duazHOCMuUKe I o

* €CIN U3-3a NoBpeXAeHUa KrneToK MNOBbILLAETCH
KOHLEHTpaLUusa BHYTPUKIIETOYHLIX PEPMEHTOB B KPOBU
NI BNOMOrMYECKUX XKNOKOCTAX (MoYa);

e KoNUYyecTeo depMeHTa AoCTaTOYHO Ans
onpeaeneHuns;

* AKTUBHOCTb pepMeHTa ornpeaensaeTcd NuLlb npu
NOBPEXAEHUN KIETOK, CTabUIibHa Ha MPOTAXKXEHUU
onpeaenéHHoro BpeMeHmn 1 Bbille HoOpMarbHbIX
BENMUYUH;

* (PepMeHTLI MMEET NPUOPUTET NN aBCONIOTHYIO
NOKanNU3aLuio B onpeaeneHHbIX opraHax;

* IMEETCH pasnuyne BO BHYTPUKIETOYHOM
nokanmsawmu.



1.

PepMeHTbI NNa3Mbl KPOBU

CobcTBeHHbIe hepMeHTbI KPOBM -
cekpeTopHbie. CUHTE3NPYIOTCA B NEYEHN —
MEeCTO AeNCTBUSA — KPOBb (11p0mpomMOuH,
rpoakuyernepuH, rMpoKOH8EPMUH,
uepyronna3MuH, XxornuHecmepasa v gp.)
IKCKpeTOopHbIe — NonajarT B KPOBb U3 CEKPETOPHbIX

OpraHoB — MaHKPeaTNU4eCKOro coka, CIoHbI 1 np.
(amurnasa, unasa).

KrneTtoyHbIe — nonagatT B KPOBb NPW MOBPEXAEHUN
KNETOK Unn TKaHeW.



PepMeHTbI NNa3Mbl KPOBU

KneTtouHbie pepmeHTbI B HeGonbLInX
KonuyecTtBax MOryT nonagaTtb B KPOBb
TaKxe B pe3ynbrarTe:

e Onarogaps AUg@Yysuu Yepes
HenoBpeXaEHHbIE MEMODpPAaHbI

* MPU PU3NONOTNYECKOM CTapeHUMU KIETOK.



TToebIweHWe YPOBHSA B KPOBM

* HEKpPO3 KJ1IemOK;

* 1o8bIWEHUe MPoHUUyaeMocmu MmeMbpaH;

e MoebiWeHUe HYMPUKIemMO4YHO20 CUHMe3a ;
* 108bIUWIEHUE YPOBHSI 8 MKAHSIX;

* logpexoeHue MexaHu3mMa
XpaHeHuUe/3KCKpeuusi.



TToHUXeHue YpOBHS B KPOBM

1. Bpo)xx0déHHoe (2eHemuy4yeckoe)
2. [IpuobpeménHoe:

- UH2ubupoesaHue chepmeHmMa
- docmyrnHocmb Koghakmopoe



[lpuMeHeHne qpepMeHTOB
B NeYyeHnu oonesHeun

e 3amecTutenbHasa Tepanua (Me3um, gpecman)

* JleyeHne rHOMHO-HEKPOTNYECKUX M PYOLOBbLIX
npoueccos (xumompuncuH, nudasa (2uanypoHuda3sa))

* TpombonuTnueckasn Tepanua (¢oubpuHoNU3UH,
yPOKUHa3a)

* [IpoTUBOONYXONEBbIe Npenaparhbl (acnapa2uHasa)

* [IpoTMBOMMKPOOHLIE Npenapatbl (JHKa3a)




- AHTU(epMeHTHbIe npenaparThbl
(NneKkapcTBeHHble npenapaTbl — MHIMOMTOPLI hepMEHTOB)

cynb@aHunammugHble aHTMOMOTUKN (CTPENnTOLMUA) crpykryproe

CXOACTB cynbdaHunamuaHoro parmeHta ¢ [TABK - cybctpatom  AurmapontepoaTcuHTETasbl,
CUHTE3NPYIOLLMM AUTMAPONTEPOEBYH KUCIOTY (KOHKYPEHTHOE MHMMBUPOBaHWE).

aHTMmeTabonutbl (5-Topypauun)

MHrMBUTOPLI NpoTeoNnu3a (KOHTpUKaAn, Tpacunon)
MHrMBMTOPLI MOHOAMUHOOKCMAA3bI (AHTUAENPECCAHTLI)
MHrMBMTOPLI KCaHTMHOKCMAA3LI (aNnonypuHoOn)

KOhepMEHTHbIE MHTMOUTOPLI (AHTUBUTAMUHLI)



eoopartnmMble MHTMOUTOPDbI:
Allanurinol

-—p Guanine

- GMP ~ xanthine

: oxldase

y,an\“‘ e Xanthlne e I——> Urate
o‘L\d ~V :
'AMP ———» Hypoxanthine = -k
Inhibited—_
by allopurlnol ’
enz
~ | s
MOVI
OH OH - g
| Mo=S é |
C N'! xanthine N
N7 \C/ \\CH- oxidase N l \\H* \ _—
Hé\ ‘c SN oy A
SN H,O  3H*.2e” N fg{ H,O  3H*2e"
+H* H +H*
Hypoxanthine Xanthine Xanthine—enzyme
complex
OH Cl)H as
| ‘H. LH:
C ' C! xanthine C ' C!
AN : S :
IT|/ |(|3/ \\N oxidase T/ C|3/ \\N
7 7%
HCx.  C— HO-C C—
XN f}zl{ N~ HN
Allopurinol Alloxanthine 3

(oxypurinol)



HeobpaTtmnmble nurnoutopesl : Penicillin

CHa
R-—-C--—NH-—-CH——-—C!-I/ \c<
| | ] “CHs
0=~(I3 HN.....__-_(l;H
RS o ‘COOH
B-lactam nng 1 |
. . transpeptidase
0 =  (inactivated enzyme)
Bl - - 8 T
R—C—NH—CH<+—CH
Ll
&
: ‘ “ (") S Eis
- penicillin ; |
P ~ B—C—NH—CH—CH ~c( ’
AR | [ ScH,
0=C HN———(I:H
OH COOH

pemc:llo:c acid
- (inactivated drug}’



dNemMeHTbLI KOMNJSIeKCHOU Tepanuu

npumMmeHeHue pepMeHTOB B COYeTaHUU C
Apyrou Tepanveu
TpuncuH - obpaboTka rHOMHbIX paH

PUNOPUHONIN3UH - TPOMBONUTUYECKAA Tepanus

Jlnpaza - neuenve pybLOBO-CNIaeYHbIX NPOLIECCOB




IH3MMOANaArHOoCTMKa

- MOCTAHOBKAa AnarHo3a 3aboneBaHus Ha
OCHOBE onpeaeneHnsa akTMBHOCTU
doepmeHTOB B bronornyeckom marepuane

(brnonornyeckne XnakocTtu, TKaHu




lcnonb3oBaHe gpepMeHTOB B Ka4ecTBe
aHanNMTUYECKNX PeaKkTMBOB

[nroko3ookcudasa OnpeneneHne KOHLEHTpaUum
[NIOKO3bI B KPOBU

Xonecmepon-okcudaza | OnpeneneHue xonectepuHa B
KpOBM

Jluna3a OnpeaeneHune Tpnayun-
rMALEPUHOB B KPOBY

Ypeasa OnpeneneHne MoYeBUHbI B
KPpOBM




NmmobunusosaHHbIe (hepMeHTbI

- CbepMeHTbI, CBA3adHHbIE C TBEPAbIM HOCUTENEM UITU
NNOMELLEHHbIE B MONTMMEPHYIO KarCyIy

Oona nmmoounusauum dbepmeHTOB
MCNMONb3YHOT ABa OCHOBHbIX
noaxoana.

* XMMUYecKas mogmdukauns depmeHTa

« dm3nyeckas n3onaumsa pepmeHTa B UHEPTHOM
maTepuane



Ucnonb3osaHue MmmobunusmposaHHbLIX
(PepMeHTOB B GHASNIUTUYECKUX U
NpenapaTrusHbLIX Lienax:

* (hepMeHTHbIE aneKTpoAbI (IMHKO300KCKaa3a)

* TecT-CucTeMbl (ypeasa)

* nony4yeHue L-aMMHOKUCNOT
« 0bpaboTKa Monoka (ranakrosuaasa)



CITACHEO 3A BHUMAHUE!
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