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VIJIEBOJIbI TTUILIU
Kpaxmal
caxapo3sa
JIAKTO3d
ITITFOKO3ad

PppyKTO3a




B cOGamancupoBaHHOM JUETE

npumepro 0%
YHEPreTUYECCKUX MOTPEOHOCTEH

OpraHu3Ma JOJKHBI OBITh
YJIOBJICTBOPEHBI 34 CUECT

YIJI€BOIOB.
ACKOpPOMHOBAA KHCJIOTA
NOJI’)KHA BBOIAMTBLCS H3BHE.



J1J14 MOCTYILIIEHUS TIIFOKO3BI
B KJIETKY HY>KCH
[IEPEHOCUYMK, ITOCKOJIbKY
MOJIEKYJ1A TIIFOKO3bI
ruapoduiabHa, a [IM —
ruapopoOHa.



[ IepBBIM NEPEHOCUYUK OBLI BBIACIICH U3
SPUTPOLUTOB Y€JIOBEKA. OH MPEACTABIISCT
CO00I0 MOJIMIENTUAHYIO LIeb U3 492
AMHUHOKHCJIOTHBIX OCTAaTKOB, OPTraHM30BaHHbBIX B
25 CEerMEHTOB:

13 ruapodriIbHEIX (pacolararoTCs BHyTPH U
BHE KJICTKH) U
12 TuapodoOHEIX (pacIoiararoTcsi BHyTPH
I[IM).
bestok n3rndaeTcs 3ur3aroM, mepeceKas
MeMOpaHny 12 pas3.



[PEJATIOJIATAEMOE-YCTPOUCTBO ITEPEHOCUHMKA TJIHOKO3bI

@® POLAR
@ HYDROPHOBIC

S ASPARTATE, GLUTAMATE
@ LYSINE, ARGININE

EXTERIOR

PROPOSED STRUCTURE of the transporter’s 492 amino acids is depicted as a fold-
ed chain that traverses the lipid membrane in 12 segments. Amino acids having
charged groups appear as (+) or (-). Because such groups are more stable in water
than in lipid, most have been located outside the membrane rather thamn in it.



beJIOK-IEPEHOCUNK UMEECT
NBE KOH()OPMAaIINU:
OJIHA CB53bl8aem 2lHK03) Ha
BHEKIeMOYHOU CIMOPOHE
memopanvl, Opyras —
HA BHYMPUKIEMOYHO.



Kon@opMalinoHHbIC NU3MECHCHUS,
M30JIMPYIOLINE KOHTAKT BHE- U
BHYTPHUKJIETOYHOTO
KOMITApTMEHTOB, HAIIPABJICHBI HA
IPEIOTBPALLICHUE TPOHUKHOBEHUS
MOHOB HATPUS BMECTE C ITFOKO30M
[IOCKOJIBKY pa3Mep MOHOB HATPUS U
ITIFOKO3bI CXOJICH.
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~ TIPEATIOAATAEMA S IOPA JUJ1S1 [JIFOKO3bI

PENTAGONAL PORE is postulated to consist of five helical segments of the trans-
porter molecule, such as segment number 8 (Ieft). If the helices were to face their
lipid-loving sides (blue) toward the membrane and their glucose-binding sides (red)
inward, they would create a channel that could accommodate a glucose molecule.



IlepeHoCYMKH TITHKO3bI 0003HAYAKOTCS

GluT = IIPOHYMEPOBAHEBI IT0 MEPE UX

OTKPBITHS. Bce namob benkos
OCYULEeCMBISI0OM NEePEHOC 2NI0OKO3bL NO
epaouenmy KOHYeHmpayuu.

GluT 1 COLCPKUTCS B OOJIBIINX

KOJIMYECTBAX 8 9HOOMENUU, BbICMULAIOULEM
KPOBEeHOCHble cocyobl, obpa3zyrowue 1 Ib.
GluT 1 oOecrnieunBaeT cTaOUIBHBIN TOTOK

TJIFOKO3bl B MO3T.



Glu'l' 2 o6uapyxen ¢ opeanax,

BbLOENIANOUIUX 2TIIOKO3) 8 KPOBb
(KUWEeUHUK, neueHb, NOUKU) U 8
B-Kj1emxax nanKkpeamudeckux
OCMPOBKOS.
3MeneHnst ypOBHSA IIIFOKO36I B
IIPOIIECCE ITPUEMA UL U IPHU
Harpy3Ke NepeaaroTcs remaroiuramM 1u

B-knetkam 10 uepez GluT 2.



Glu'l 3 wumeercs s HEeUpPoOHax
mosea.

O6nanas conpmuMm, uem GluT 1,
CPOJICTBOM K TITIOKO3E,

nepenocunk GluT 3

TapaHTHUPYET IMOCTOSHHBIN IIPUTOK
[JIFOKO3bI K HEUPOHAM MO3Ta.



GluT 4 — crasuwviin
NepeHoCYUK 2IIIOKO3bl 8

MUO- u JUNOyumax.

Ero ocoOOEHHOCTB - ATOT O€IOK
nepeMeniacTcs U3 BHYTPESHHUX
KOMITAPTMEHTOB KJICTKH K €€
OBEPXHOCTH U OOpaTHO.



~ [IEPEHOCYMKI [JIFOKO3BI B JIVT
— e — —

-

or = i




13 UHIYLUPYET

(GOPMUPOBAHUE NEPEHOCHUKA
entoxozbl GLUT 4,
OccrieynBas U 0a3ajJIbHbBIN, U
WHCYJIMH3aBUCUMBIN
TPAHCHOPT IJIHOKO3bI B
MMO- U JIMIIOIUTHI.



Glul 5 scmpeduaemcsi

2/IABHBbIM 00PA30M 8 MOHKOU

KUULKe.
[TogpoOHOCTH €ro
(YHKIIMOHUPOBAHUS MOKA
HEWU3BECTHHI.



CeMenCcTBO OCJIKOB-IEPECHOCYHNKOB

GluT ormuno or
KO-TPaHCIIOpTEPA,
O€JIKa-MEePECHOCUMKA,

TPAHCHOOPTUPYIOLIETO TIIFOKO3Y

npomue 2padueHma
KOHUEHMpPauuu.



DHEPTrUIO I IIEPEHOCA TIIHOKO3bI

KO-TPAHCIIOPTEPOM obecrnieynBaer
CONPSKEHHBIN IEPEHOC NOHOB Na 110
IpaJIUCHTY KOHIIEHTpau Na.
brarogaps Takomy MexaHusmy, KJ1EemkKu,
sblcmuiaroujue nPoceen KUUe4YHUKa u
nouex, CNOCOOHbL NO2NOUWAMb 2TIHOKO3)
npU 0YeHb HUSKOU KOHYEHMPAyuu 6 nuue

U Moue, 3amem 2I0K03d nepexooum 8
kpoewb npu yuacmuu GluT 2.



HCVIINH W NepeHOCHUK TITFOKO3HI |
HAWBOJIEE BbBIPAJKEH OTBET HA
UHCYJIUH Y GLUT 4 (MHO- U
JIUITOLUTHI):
CBA3SLIBAHUE MHCYJIMHA CO
CBOWM PEIIEIITOPOM
CTUMYJUPYET BKJIIOYEHUE
NNEPEHOCYHUKA B IIM;

[IPY CHMXEHWM KOHLIEHTPALIMA
NMHCYJIMHA — BEJIOK —

TTL'DL'ILINDNDC ' UITL.” IJOATLTATITIITIIARDALETC A D




BricTynaronias 4acTe penentopa K MHCYJIMHY CBsI3bIBA€T MHCYJIHH (1), a BHYTpEHHSIS
4acTh (2) BbI3bIBaET (pochopuiiupoBaHue OeIKa-MUIIEHH, YTO COITPOBOXKIACTCS
pactiaioM AT® na AJI® u ®. I[IpeanonoxeHo, 4To OETOK-MHUIIIEHb B3bIBAET
MEPEMENICHUE NTEPEHOCYMKOB TITIOKO3bI (3) B COCTABE IHUTOIIA3MaTUYECKUX BE3UKYJT
(4) k mIa3mMaTUyecKoi MeMOpaHe C MOCIeAYIOIIUM BCTpauBaHUEM BE3UKYJI B MEMOpaHy
(5) u yckopeHHeM TpaHCIopTa IoKo3bl (6). TpaHcriopTephl BO3BpAIAlOTCS BO
BHYTPEHHEE MPOCTPAHCTBO KJIETKHU Yepe3 UHBArMHAIIMM MeMOpaHsbl (7), clusiHue
MHBaruHaroB (8) ¢ a3Hg0CcOMaMu OonbIero pasMmepa (9) u cerperaiuy B TyOyJISIpHBIC
BBITISTYMBAHUS C 00pa30BaHUEM HOBBIX BE3UKYII, coAepkaniux nepenocuuku (10). TToka
WHCYJIMH KOHTAKTUPYET C PELEHTOPOM, BE3UKYJIIbI TTPOAOJIKAKOT BKIIFOYAThCA B COCTAB
[IM. CHrKEHNE YPOBHEN MHCYJIMHA IPEPBIBAET IIUKJ U TPAHCIIOPTEPHI CKATIJIUBAKOTCS B
rUaJIoIJIa3Me B COCTABE BE3UKYII .

¥
GLUCOSE
TRANSPORT ¥

INSULIN Q CELLMEMBHANE\\\\

1

INSULIN
RECEPTOR



I MponaHbi¢e TOPMOHBI Y BCACHIBAHUE
ITIOKO3EI B JKK'T

TuponHEIE TOPMOHBI YCKOPAIOT
BcachIBaHUE IMTIOKO3bI B KK'T.

[ Ipu THTIOTHPO3€E BCACKIBAHUE
yrineBoaoB u3 JKK'T 3amemieHo.

| umoTupoungnbie 6-¢ u
TUPOUJIIKTOMUPOBAHHBIC JKUBOTHbIC
BBICOKO TOJIEPAHTHBI K IJIFOKO3C.




Kommenrtapuy k narorenesy MHC/I

JKusorabie moaenu MHC]] MoryT uMeTh
CIEOYIOIIUE J€(PEKTHI:

CHUKCHHOE COACPKAHUE
GluT 2 B B-xkinerkax 110

(AaHOMaJIbHO HM3KHM YPOBEHB IIEPEHOCUYHKA
GluT 2 xoppenupyer ¢ 0CIabICHHON CEKPELHUCH
MHCYJIMHA B OTBET HA MOBBIIICHUE COACPKAHUS

TJIFOKO3BI B KPOBH);




nedeKT XoTs Obl OJHOTO U3
OCJIKOB-IIEPEHOCUYUKOB B IIM

MUOIIUTOB

(80% yTHIM3aLYM TIIFOKO3bI B YCIOBUSX
HArpy3KH ITIFOKO30M IIPUXOAUTCSA HA MUOILIUTHI, B
KOTOPHIX ITIFOKO3a MPEBPAIIACTCA B [TIMKOTCH. Y

0-x MHC/I oTi10kK€HN INIMKOTE€HA B MBIIIIIIAX

B 2 pa3a MEHBIIIC,9YE€M Y 310POBbIX);



JPYTHUE BO3MOKHBIC
OCTPELICOTOPHEIC JC(PEKTHI:

HA Smane CUCHAIU3aAuuUU o
IBYLKCHUH-TIEPEOPOCKE IIEPEHOCYMKOB
K MEMOpaHe,
HA d9Manax YupKyasyuu
[IEPCHOCYMKA B THAJIOIIA3ME,
OTIIHYPOBBIBAaHUS OT MEMOpAHBHI,
BKJIFOUEHUA B cocTas 1IM. ..




MeTabonuszm
YIJIEBOAOB U €I'0
TOPMOHAJIbHBIN

KOHTPOJIb



| TaBHOE MECTO IpEBpAIICHUSA YITIEBOLOB

MUY — NEIIATOIUTHI.
IJIHO muddyrampyeT B KIIETKY 4epes
GluT2 u cpasy nmoasepraercs
dhoCchOpUIIMPOBAHUIO B XOJIE

2eKCOKUHA3HOU PeaKIuu: (ocharHble

3¢pupsl [JIIO u OPY yxe HE MOrYyT OPEOAOIETh
1IM, 1 peakuyu IIIMKOIU3a U IIEHTO3HOTO [IUKJIA
A(PPEKTUBHO U30IUPYIOTCA B IIpeeIax

BHYTPHUKJIETOYHOTO OTCEKA.



| 'emaTonMT CII0COOEH
IPEBpAIaTh N30BITOK INTFOKO3bI
B IJIMKOTEH, YTO MO3BOJISIET
CO3JaTh 3arac
HeAU(PPYHIUPYIOILIECH TIIFOKO3bI
0€3 CONMyTCTBYIOLIETO
OCMOTHYECKOTO HAOyXaHMUS.



| €eKCOKMHA3HAsl (DIIOKOKMHA3HAs)
pEAKIUs CTUMYJIAPYETCS

NHCcyIMHOM, KOTOPBIN

«KOHKYPUPYET» 38 CEKCOKUHAZY ¢

[TIFOKOKOPTUKOUAAMM (CTUMYIHPYIOT

pacmaz [mro-6-pocdara, akTUBUPYS
[ 1r0-6-hochamasy).



| aukoreHoreses
CTUMyIUpYIOT :

NMHCYJINH
IIEPEBOAUT (hochopiiia3) B HEAKTUBHYIO

bopmy;
AKTUBUPYSI 2eKCOKUHA3Y, 00CCIICUYNBACT
ITIMKOTE€HOTeHE3 cyocTparoM (Imo-6-dgodar).

ITTFOKOKOPTUKOUIbI:

AKTUBUPYIOT CUHTE3
2NIUKO2EHCUHIMemasol.




Topmo3sr:
KATEeX0JIAMHUHBI
«IIPOTHUBOJCUCTBYIOT) UHCYIINHY,

IVIFOKAI'OH (aHTaroHWCT aKTHUBAIUH

ZJZMK02€HCMHWZ€WZCZBZ)Z),

THPOM/IHBbIE TOPMOHBI (CTUMYIHMpPYIOT

[JTUKOINCHOIN3, YTO COIPOBOXKIACTCS || ypOBHS

IJIMKOreHa, ypoBHA AT®, a B KapaAUOMHOILIMTAX —
u ATO, u kpearuadocdara).




| opMOHAJILHBIN KOHTPOJIb ITIMKOTCHOJIN3A
CTUMYJIUPYIOT:

| IJIIOKAro” (KJICTKM-MUIIICHU; TEMaTOLUT W JIMIIOLMT) -
HAM®O® - 3aBUCHMas aKTUBALUS KUHA3bLL (hOChopunasvl

| KaTexoJIaMHUHBI (KJICTKH - MUIICHU: T'EMaTOLUT, MHOINT,
aunonut) TAMO® - 3aBHUCHMAas aKTUBALUS KUHA3LL (hOChHOopuUia3vl)

| THpOUAHBIE TOPMOHDI;

TOPMO3SIT:

MHCYJIMH nepeBomuT Qocpopunasy B
HEAKTUBHYIO (hOopMmYy.
0 CTI




I aukoamn3s

(myTh nipeBpanieHus 1 Mo [7ro B 2 Moist taktara ¢ oopazoBanveM 2 mojieit AT® B
aHA’POOHBIX YCIOBHSX; €CIIH KACIOPO/Ia B IUTOIIA3ME MHOTO, [JIMKOJIA3 UJET J0
nupyBara. B remaronute 2/3 DIFOKO3bl OKUCIISIETCS B TIIMKOJIU3E ):

ooecrieunBacT AT® peakunu

dochopuiinpoBaHusl,
dpochoTpro3bl M. 0. HCIOIB30BAHHI B

CHUHTE3€ KUPOB,
| MApyBaT — UCTOYHUK OKcajioarerara B
AHAIIJICPOTHUYCCKOM ITyTH,
_| mupyBaT M.0. UCIIOJIb30BaH JJI CHHTE3a

ajaHyHa, acmaprara U Ap.COSANHECHUN (depe3
oKcamoalneTar).




ropMOHaﬂmeﬁ KOHTPOJIb PEAKIIUH
JINKO0JIN3A .

CTUMYJIUPYIOT:

UHCYINH

(CTUMYJISITOP
pocihodhpykxmoxunazel (PPK) u
nupysamkunaszvi(lIBK) ,




1 mpougHbIe TOPMOHBI —

(CTUMYISTOPBI aKTUBHOCTH
KJIFOYCBBIX (DEPMECHTOB
TJIMKOJIN3A).

lopMO34T:

CoMaTOTPOIUH —
(MHTHOUTOP (hepMEHTOB

AT TR A )




| lmpysar /1l - cucrema peakiyu

(oOpazoBaBmiica B mukoimse [lup nudpdynaupyer B
MUTOXOHAPUH, THE IIPEBPAILIACTCS B aleTHI-Ko A,
OKHUCJIUTENIbHOE JeKapOokcuimpoBanue [1np)

| OpMOHAJIbHBIM KOHTPOJb IUPYBAT
J11 koMILIeKca:

CTUMYJIIUPYETCSA HHCYJIMHOM,
MHAKTUBUPYETCS
TUIIOKCHEM.




coca

(Auetun Ko A noasepraercs J1eKkapOOKCHIMPOBAHKIO U AETHAPUPOBaHMIO. Bomopon
akuenrupyercss HAJl: atoMbl BOZOpO1a CTAHOBITCS TOHOPAMM 3JICKTPOHOB B PEAKIIUSIX
IepeHoca AIECKTPOHOB 110 JbIXaTeIbHON HENU U OKHUCIUTEIbHOI0 (hoCHOPUINPOBAHHUSL.)

Perymsamus padots! LI TK:

PerynsaropHas poib okcaioauemamada
ONPEACIICTCSA TEM, UTO IIEPBBIM CyOCTPaTOM, C

KOTOPKIM B3aumoJeicTByeT aleThi KOA B mukie,
CCTb oKcaJjoduemam.
depMEHTAaTUBHOE KaPOOKCHUINPOBAHUE
MUpPyBara 0 OKcajaoareTara IPOUCXOIUT B
MaTPUKCE MUTOXOHJIPUH MO BIMSHHUEM
nUPYBAMKAPOOKCUNLA3bL.



JIpyrue peryiasTopHbIC

(EPMECHTHI:
uumpamcurnmasa (yrHETaeTCs
AT® u HAJI.H)
uzoyumpam /{1
(ctumynupyercs AJ1D)
cykyunam /11 .




FOQMOHaﬂbHHﬁ KOHTPOJb 1[TK

OCYIIECTBIISIET

NMHCYJINH uepes
[MOBBIIIIEHUE AKTUBHOCTH

UUMPAMCUHIM A3,
uzoyumpam /{1 ,
C/I'.




| ICHTO3HBIN  IHKJI

(IpsAIMOE OKMCIIEHUE TIIFOKO3bI, TEKCO30MOHO(OC(haTHBIM
IIYHT; B T€aTouuTe 1/3 TIrOKO3bI OKACISAETCS MO 3TOMY
IyTH).

IIpsimoe npespatnenue 1 mous [iro B 6 mosiert CO2 u 12
moJiern HA/I®.H B aHa3po0OHBIX YCI0BUSAX.

DHEPreTUYECKHUEC YKBUBAJICHTEHI

MCITOJIb3YIOTCSI B OMOCHHTETHYE CKUX
peakiusax, Tpeoyromux yyactus HAJ[D.H;

YIOBIETBOPSIIOTCS MMOTPECOHOCTH
KJICTKH B pu0OO3e.



| OpMOHAJBHBIA KOHTPOJb IEHTO3HOI0 IMKJIA
OCYILECTBIIAIOT:

CTUMYJISIIHS .

| Macyaun

1) OKUCIUTEIBLHOTO ATala MKIa, | aKTUBHOCTH
[ 1ro-6-choccham JII”
2) HEOKHUCIUTEIILHOIO ATala 1KKJa, | aKTUBHOCTD
MPAHCKEMOoLA3bl.

TuponaHbie TOPMOHBI

( cTUMynSIMs aKTUBHOCTH [ 170-6-hoccham JII' || n
6-cpochoenroxonam I’ [1).



OKI/ICHI/ITCHBHOS @OC@OQHHH[ZOB&HI/I@

(mporecc, Ipu KOTOPOM BBIJICJICHUE SHEPTUU MPU OKUCIICHUN

CyOCTpaToB CONPSLKEHO ¢ cuHTe30M ATD):
[ePBBIN IIYHKT COIPSAKEHUA — IEPEHOC JIBYX
AJIEKTPOHOB U BOJAOPO/Ia OT BOCCTAHOBJIEHHOIO
HAJ1 na ®AJl;
BTOPOM — IEPEHOC 3JIEKTPOHOB OT LIMTOXpoMma b
Ha I'e€M [UTOXpOoMaA C;
TPEeTHN — IEPEHOC IEKTPOHOB OT LIMTOXPOMA

A3 Ha KUCJI0pOI,.)



| opMOHATEHBEIA KOHTPOIb OKUCIUTSIHHOTO
dochopunupoanus OIPEACITISACTCA,

[IPEKJIC BCEr0, YPOBHEM F'OPMOHOB
IIIUTOBUJIHOU

/KCJIC3bI:

CTAMYJISIUS AKTUBHOCTH Na-K-
ATDas3wl,




CTUMYJISILINS. aKTUBHOCTH

MUTOXOHAPHUAIBHOU A/1b()a-

anuyepooccham/II,

CTUMYJISILINS aKTUBHOCTH
C/l'n

UUMOXDOMOKCUOA3bL,




pPa300IICHUE JbIXaHUS

1 (hoCHOopUINpPOBAHUS B
[IEPBOM ITYHKTE
CONPSIKCHUS,

«JIaTCHTHOE» Pa300IICHUE

BTOPOI'0 IIYHKTA
COIPSIKCHMUSI.



| mokoHEOrenes

(oOpa3zoBaHME ITIOKO3bI d€ NOVO U3 YITIEBOJHBIX U
HEYIJIEBOAHBIX MPOIYKTOB: JJAKTAT aHA3POOHOI0 TJIMKOJIU3A,
AMHUHOKHCJIOTHI, TJIMIIEPHH, OKCaJI0aleTar, IupyBar. .. )

KnroueBbie (hEpPMEHTHI:

[ 1r0-6-¢hocchamasa,
Dpykmo3zo-1,6-ouchocchamasa,

[ lupysamxapooxcunasa,
DocgosnonnupysamrkapOOKCUKUHA3A.




| OpMOHAJIBLHBIY KOHTPOJIb

IJIIOKOHCOI' CHC3A.

| mrokaroH

CTUMYIIHPYET Katouesvle hepmenmal,

20PMOHYYBCMBUMENIbHYIO JIUNA3Y B
reIIaTolMTax,
TOPMO3HUT CUHTE3 O€JIKa Ha puOOCOMaX,
oOecreunBas TakKuM 00pa3oM
TTIFOKOHEOT€HE3 CyOCTparamMu. )




| TFOKOKOPTHUKOUIBI

(L CTUMYIIUPYIOT KJIHOUeBble
(hepMennibl IoKoHeorenesa,
paciiaz )XUPOB (cTuMyianus
JIUNA3bl),

paciiaz O€JIKOB (AMHHOKHCJIOTHI
MCITIOJIb3YHOTCS KaK CyOCTpaThl B

JIIOKOHEOTeHE3e).



CTI

CTUMYJIHPYET KI10UEBble
pepmenmul,

JIUTIOJIN3,
yrHeTtaeT ITIMKOJIN3).




13,14

CTUMYJIUPYIOT

[JIIOKOHECOI'CHE3,

YCKOPSIIOT pacIia/l
MHCYJIMHA B T€NaTOIUTAX.



OCOBEHHOCTH
METABOJIN3MA
VIJIEBOJOB B
PA3JIMUHBIX
OPTAHAX U
TKAHSX



M BIIIIEI

1. Ileap MuUOLIMTA — MBIIIICYHOE COKpaIliCHUE,
11 KOTOPOTO CIEAyeT HanOoaee 3 (PEKTUBHO

MCITOJIb30BaTh INIFOKO3Y JJIsI 00pa30BaHMS
ATO.

MuoOIUTEI O0TaThl (hepmeHmamu 2AuUKoIU3d,
OOJIBIIUM KOJIMYE€CTBOM MMTOXOHIPHH,
oOecrneunBaroImum 3¢pPexTuBHy1o padory LITK
Y OKHCJIUTEILHOTO (POCHOPHINPOBAHUS.
HaxkormieHre akrara NpOUCXOIUT JIUIIb B
YCIOBHUAX KPAMHETO YTOMJICHHUHA.



OCHOBHBIC YHEPTETHYECKHE IIOTPEOHOCTH BCEX THUIIOB
MBIIIIL YAOBJIETBOPSAKOTCSA B OCHOBHOM 34 CUET
OKMCJICHHUS MMPOAYKTOB METa00JI1M3Ma KUPOB.

2.B MyuonyTax OTCyTCTBYIOT K/IHOUEBbLE
hepmenmul eitoKOHeo2eHe3a, 3.
MemOpaHna MHOIIUTA HE UMEET

PELICIITOPOB JIS TJIFOKAroOHa.
4. [ excoxurnaza MHUOIIUTA

HC INOAKOHTPOJbHA (!) NMHCYJINHY.



>.B Muo1mMTe OTCYyTCTBYET
[ 110-6-chochamasza ¥ NCNIOTB30BAHUE
TJIFOKO3BI OTPAHUYEHO HCKITIOUYUTEIBHO
BHYTPUKJICTOYHBIM META00IN3MOM.

6.Pa3nu4Hbl cyOBmedunuybl
uzoghepmernmos JI/{I' B
KapJJUOMHOLUTAX (/74) U B CKEIIETHOU
MbIe (A4).




KapauoMHoOMTHI COJICPkKAT TAK
MHOI'0 MMUTOXOHJIPHM, 4TO padOTaIOT
O CYyTH B a3POOHBIX YCIOBHSIX.
KapIMOMUOLIMT OKUCISIET HE
TOJIbKO ITMPYBAT, HO U
[TOCTYIIAKOIIUNA U3 APYTUX OPraHOB

C KpOBbIO JIAKTAT.



HampoTuB, B CKeJIETHOM MBIIIIIIE
MAaKCHMaJIbHa aKTUBHOCTH (DEPMEHTOB

ruKoan3a v IIMPYBAT 1peBpariacTcs
B JIAKTAT.
OOpa3oBaBuiuiicsa JJAKTAT

mapdbyaaupyetr B IICHCHD, TIIC
MCIOIb3YETCS A1 PECUHTE3a ITIFOKO3bI, UIIU B

CCPALC, rae okuciseTcs.



Mosr

Eciau B KpoBH, OCTYHAOIMIEN K MO3TY,

YPOBEHb IIIOKO3bI CHIYKAETCS B 2 pa3a, TO

B TCUCHHE HECKOJBbKUX CEKYHJ HACTyIaeT
[IOTEPsI CO3HAHUSI, a UEPE3 HECKOIBKO
MUHYT — CMEPTb.

JIi1s1 oOecrieueHus OCBOOOKICHUS
OOCTATOYHOTO KOJIMYECTBA SHEPTrUHU
KaTa0O0JIN3M ITTFOKO3bI OCYIIECTBIISCTCS
a3POOHO.



Mosr Ooiee
BBICOKO‘IYBCTBI/ITCJ'ICH K

TUIIOKCEMUU, YEM K

I'MITOITIMKCMHAN.

B yCIIo0BUAX QIUTEIBHOTO T'OJIOMaHUSA
s ooecneueHus L{TK cyocTparamu
MO3T MOXKET IIPUCIIOCOOUTHCS K

HNCITIOJIL30BaHNIO KCTOHOB.



HaclIeICTBECHHEBIC
¢pepmMeHTOnaTUN



CHUHJIPOMBI MaJIba0COPOIINHN —
«hepMeHTHBIN OJIOK) HA dTAIle

BCAaCBLIBAHUSL.

OTHU CUHAPOMBI OTHOCST K KaT€rOpHuu
HACJICACTBCHHEBIX @Y OCOMHO-
peueccusHvlx (hepmeHmonamuil.
ITUOJIOTUYECKU OHHU CBSI3aHBI C

HCOOCTATKOM JIAKMA3bl, UH6EPNA53bl NI
MAITBIMNA3bL.



B KIMHHWKE TaKOro pojia maroJIorum
BCEI1a UMEIOT BEAYIIIUMHU
CUMIITOMaMHU:

OpOJMJILHBIM ITOHOC,
IKCHUKO3,
BTOpPHUYHAas
TAIOTPO(PHSI.




| loHOC BEI3BIBAIOT HEpPACIICINICHHBIC
NUCaXapHr bl UIM HEBCOCABIIHECS

MOHOCaxapuJabl, IOCTyNIUBINKE B OOsEe
IUCTAJILHBIE OTJIEJbI KUIIIEYHUKA.

H3MeHeHHne
ocmomudecko2o oaenerus (1) u
oaxmepuaivHoe bpodicerue (2)

00ycnoBIMBaOT YCUJICHHYHO
[ICPUCTAJIBTUKY 1 ITIOHOC.



| Ipu Bpoxknennoi AJIAKTA3HUHA u
BPOKJICHHOM HapYIICHUH BCAChIBAHMS

IJIFOKO3bI n I'dJIAKTO3bI
CUMIITOMBI ITPOABJIAIOTCA ITOCJIC
[IEPBBIX PHUKJIAJIBIBAHUN K

TPYIU.



| [pu BpOXKIIEHHOM HEIOCTATKE

UR6EPNA56l NI MAJI6INA5bl
CUMIITOMATHUKA ITOABISETCA IIPHU
[IEPEXO0JIC HA UICKYCCTBEHHOE
BCKApMJIMBAHHE

(BBEZAEHUE B OpranusM Caxapa u
KpaxMmalia).



CHUHJIPOMBI MaJIbaOCOPOIIHN —
«hepMeHTHBIN OJIOK) B MEKVTOUYHOM

OOMECHE VITIEBOJIOB.

OTH CHHIPOMBI PEIKH, HO OIACHBI B CBSI3H C
TOKCUYECKUM JICHCTBUEM HEKOTOPBIX MPOMEKYTOUHBIX
IPOAYKTOB OOMEHA.

I adakTo3eMUd — xraccuyeckuii

IPUMEP TOKCUYHOCTH
IpeAIcCTBEHHMKA.



| amakTo3a — MIPOAYKT

rnepeBapuBaHusl JIAKNO36L.

[ IpyyrH >TOU HAaTOJIOrUU JIBE:
= HEOCTATOK 2AJIAKIMOKUHA3b]
UJIN
= HEJOCTATOK 2A/IAKM O30~ 1 -
Gpoccham-ypuounrmparcghepasoi.



B opranmnsMe HakamInBarOTCs
HEPACIICIUICHHBIC U TOKCUYHBIC
rajlakTo3a u rajakro30-1-pocdar.
30BITOK rajJakTo3bl IPEBPAIACTCS B

TOKCUYHBIM TAJIAKTUTOJI, BIUSAIOIINA
Ha:
HEUPOHBI—YMCTBEHHAs OTCTAJIOCTh,
POTOBMILY — KaTapakra B MOJIOIOM
BO3pAacCTE.




VIcKIIroueHue n3 pamuoHa
MOJIOKA M JpPYTHUX
NCTOYHUKOB TaJIaKTO3bI
[I03BOJIACT IIPEAOTBPATUTH
Pa3BUTHUE ATOJIOTHYECKUX
[IPU3HAKOB! ! !



JIaboparopHo:
PE3KO YBEIIMYCHO COACPIKAHUE
rajlakto3sl (10 1r/m),
raJlakTo3ypus,
OMIIMpyOHHEMUS,
NPOTEUHYPUS,
rUnepaMruHOALM Y PHUSI.




DOpyKkTO3eMU

(HEIIEPEHOCUMOCTD (

DPYKTO3BI).

AyTOCOMHO-pELIECCUBHAs (popma
rmaronoruu. llpuumHa — oTCyTCTBHE

anvooaszvl hpykmoso -1- hochama.

Hakonnenne ppyxroszo-1-pocdara TopmMmosut
aKTUBHOCTE (DOCCHO2TIFOKOMYMA3bl

(mpeBpamaer no-1-¢ B miro-6-¢)
TOPMOKEHHUE paciaga IMUKOreHa

I'MINOIJINMKCMUAL.



B xnmunuke (PPyKTO3EMHUU

IOCJIC mprueMa (PPyKTOBOTO caxapa WUin
(pYKTOB BO3HUKACT

TUIIOTIIMKEMUSA, IPOXKb, ITIOTIIMBOCTb,

PBOTA, HAPYIIICHHUE CO3HAHMA;
TPaAH3UTOPHAA KEIITYXa,
[IPOTCUHYPUS;
BO3MOXHBI CILUIEHO- U
renaroMeraivs, HUPpPo3 IICUYCHHU.




JloOpokayecTBeHHAs 3CCEHIMAIbHASI
(ppyKTO3YypHUSA

XapaKkTepu3yeTcsl MOBBIIICHHBIM COACPKaHUEM
(GPYKTO3bI B MOUE, UTO M.0. OCHOBAaHHEM
OIIIMOOYHOIrO JTUAardo3a — Juader.

CyTh MaToreHe3a — OTCYTCTBHUE
¢ppykmoxunaszvi. B pe3ynbrare
PpyKTO3a HE NpPEeBpaIIACTCS BO
dpy-1-pocdar, u cBOOOIHAS PPYyKTO32
BBIJICIISIETCS C MOYOM.



| JIMKOI'EHOSbI



| IUKOI'EHO3bI -

FCHCTUYCCKH JCTCPMUHUPOBAHHEIC
(>OpMBI ATOJIOTHH, IIPU KOTOPBIX

HApYyIICHUE HOPMaJIbHbIX
pepMEHTATUBHBIX PEAKIUU B
BbI3BIBACT U30BITOYHOE
OTJIOKEHHME TJIMKOTCHA.



1 TMNIA, cenamopenanvhblil TUL,

oone3Hb I'mpke
Edgar Otto Conrad von Gierke

(9 February 1877, Breslau - 21 October 1945).

BcTpeyaercs yaiie BCero.
Haciieqyercs ayToCOMHO - PEECCUBHO.

CyThb: HEIOCTATOYHOCTH

2NNI0OK030-6-ghochama3sor .



AYTOCOMHO-PEHECCUBHbBIN TUIT HAEAEAOBAHU S

Unaffected Unaffected
"Carrier" "Carrier"
Father Mother

Unaffected Unaffected "Carrier™ Affected
1 in 4 chance 2in 4 chance 1 in 4 chance



OpraHusm 0-ro HeCmoCOOEH IPEBPATUTD
IJII0K030-6-(hocdar B IITIOKO03Y.

HakoIlieHue r'imkKoreHa B 2enamo-

U Heppouyumax
CBS3aHO C IIOAABJICHUEM MIpolLiecca

yIAJICHUS IVII0K030-6-hocdara

(IpeameCTBEeHHUK CyOCTpara 2iuKko2eHCUHmemasvl i
aKTUBATOP €€ D-ghopmur).



Henocrarok INIFOKO3bI KPOBH
HU3KHE YPOBHU MHCYJ/INHA
YCUJICHUE JIUTIOJIN3A
JIUIMEeMUS
aneroHemMus (ayg03)
ALETOHYPHUS.




JI1st Taknux 0-X XapaKTEPHO:
¥ HUBKUE HAMOUaKosble YPOoSHU
2/II0KO3bl U PEAYLIUPOBAHHBIN IIOAHEM
caxapa B OTBET Ha IVIIOKATOH U
aiPEeHAJIMH.
¥ nosviuieHnble YPOBHU 1aAKmMamda
(rakmam-ayuoo3), nupysama,
MpuIuUYepuoos, xoiecmepoia u
MOYeB0U KUCIOM®bL.



Jlaxxe HEIPOLOIKUTEIIHLHOE IrOJI0JaAHUE

BenaeT K THITOTJIMKEMUU. B TKenbIx
CIIy4YasX TUIOTJIMKEMUS MOXKET

IIPAUBECTU K CYJOPOI'dM.
Pesynbrar XpOHUYECKN HU3KUX
YPOBHEN MHCYINHA —

3aMe/IJICHUE POCTA.



boOJIbHBIE JETH UMEIOT KOPOTKOE TYJIOBUIIIE,
OOJIBIIION KMBOT M YBEIIMUYCHHYI) IICYCHb

(remaroMerajimsa — Han0oJee 3aMETHBIA TPHU3HAK!
OOyclIoBlIEHAa ¥ HAKOIJIEHUEM INIMKOT'€HA, 1

HAKOIIJICHUEM JIMIIUJIOB. ).
| loukn yBEeINYEHEI, CEIIE3EHKAa HOPMAJIbHA.
Jletn oTCcTaroT B (U3NUECKOM Pa3BUTHHM.
B noctmyOepTaTHBIA EPHOT —
TUIICPYPUKEMUS U €€ KIMHAYECKUE
OCJIOKHEHMUS.



11 THIIA,

NO-IPEUMYILIECCTBY MIIMKOI€HO3 MBIIIIII,
0-ub [Tomne (Pompe),
cardiomegalia glycogenica diffusa,
GAA deficiency,
acid maltase deficiency,
alpha-1,4-glucosidase deficiency.



| en, KOJIAPYIOIIHH
KUCIYI0 2JIIOKO3UOA3Y,
KapTUPOBaH Ha 17 XpoMocome
(mokyc ¢17g2)).
HajemoBaHue — ayTOCOMHO-
PELECCUBHOE.



| TUKOTI'€H HakaruMBaeTcs B

JIN30COMAX KJIETOK Pa3InYHbIX TKAHEH,
OCOOEHHO 4aCTO MOPAKAIOTCS JIN30COMBI

® KAPAMOMHUOILIUTOB,
® [JIAJKON MYCKYJIATYPHI u
® CKeJEeTHBIX MBIIIIII.



L1l Tuma, renarompltiieunblii

THUIL,
OIpAaHUYCHHBIN JICKCTPHUHO3,

oone3np Popodca, 0osie3Hs Kopu
(ITpumepHO 2 TIIMKOTE€HO30B,
NPOTEKAIOIIMUX C YBEIIMYCHUEM IICUCHHU. )



JledbexT amuno-1,6-
2IIIOKO3UO0a3bl
(kamanuzupyem 2uopoaus 1-6
cesa3elU 8 MOJIEKY/Ie 2NUKO2EHA =

debranching enzyme)
HAKOILJIEHHE INIMKOreHa
renaroMeraJius.




JI1s1 0-TO XapakTepHa Ir'eraroMerains

KakK pe3yJIbTaT HAKOIUICHUS TTIMKOI'€HA.
| TMKOTEH mMMeeT KopoTKue HapyKHEIC

BETBU.

[ tuxo2eHonuU3 603MOAHCEH MONILKO KAK
pe3ynvmam GHochopuruposarusi MONEK)I
2/IIOKO3bl NAMON02UYECKU KOPOMKUX YeNnell.
[ THKOreHO03 NPOTEKACT JOOPOKAYECCTBCHHO
M HE YIPOXKACT KU3HU PEOCHKA.



1V THna, 6onesunr AHIepceHa
IIposiBIsieTcs B paHHEM JIETCTBE
KaK IICYCHOYHAs
HEJIOCTAaTOYHOCTH
(>KeJITyXa, aCIuT).
ConpoBOXKIAETCSA LIUPPO30OM
[ICYCHU U IIPUBOJIUT K CMEPTH.



[TaTorenes: deghuyum

gemesiueco hepmenma.
ConepKaHue TIINKOTCHA B IICYCHU
OOBIYHO HOPMAJILHO, HO
CTPYKTypa IIIHKOI€HA HapPYIICHA:
IJIMKOTE€H UMEET OUYCHb JJINHHBIC
Hapy>KHBIC BETBU
( pe3ynbsTar Ae(ULIUTA GemeEsiie2o
Qpepmenma).



V1 TtHHa, 6onesns Xepca

Henocrarok uin OTCYTCTBHUE
gocghopunaszuo
HAKOILJICHHE IVIMKOI'eHA

HOPMAJILHOM CTPYKTYPHI.
bOJIbHBIE TOIBEPIKEHBI

TUIIOIIIMKEMUU u allig03Yy.




MBIIIIeYHBIC TJINKOI'€HO3bI

Il tuna, TCHEPAJTIU30BAHHBIN

INIMKOI'CHO3, IJTTMKOI'CHHAA

KapauoMeraius, 0one3nsb Ilomre.
Oxono 10% oT BCceX MUKOT€HO30B.
Hanbonee 3imokadecTBeHHaAs popma —
OOJIbHBIE YMHUPAIOT B TPYAHOM BO3pacCTe.

OTCyTCTBHUE TU30COMHOU atvha 1,4-
2INIOKO3UO0A30l.



V Ttuna, 0one3npr Mak-Apajis.
IHHlopakaTcs TOJIbKO
CKeJIeTHbIEe MbIIIIIBI.

Berpedercss HanOoJ1e€e peaKo.

lloimHOE OTCYTCTBHE
hochopunaszvt 6 muoyumax,
8 2cenamoyumax — 8 Hopme.



| lockonbky akTHBHOCTB

dochopunazer B ICHCHU

COOTBETCTBYET HOPME,
TUIOMINKEMUS HE OOHAPYKMBAETCH.

CuMOTOMBI O-HA OOBIYHO BEIPAYKCHEI
HC3HAUUTCIILHO, 34 UCKIIOUCHNUCM MBbBIIIICYHbBIX
CYAOPOT, HACTYHAXOIIMX IPH TIKEITON

(PU3AYECKON HArPYy3KE.



VIl Tuna

Penkue ciyyan.
B MbIIImax pe3ko CHUKEHBI
YPOBHH

hochoppyxkmoxuna3zoi
(1-3% o1 HOpMBI).



bonpHBIE CITOCOOHBI

IEPEHOCUTh YMCPECHHEIC

GU3NYECKHUE HATPY3KHU,

KaK U IIPU TJIMKOTC€HO3€
THma V.



