PenepanbHoOe rocygapcTBeHHOe OoaXKeTHOe obpa3oBaTenbHOe yYpexaeHue
BbiCcLuero oopasoBaHua « THOMEHCKMM rocyaapCcTBEeHHbIN MeaANLUNHCKUNA

yHuBepcutet» MuHucrtepcrTBa 3gpaBooxpaHeHus Poccunckon Pepepaumnm
(®Preoy BO TromeHckuun TMY MunusgpaBa Poccun)
Kacdeapa 6monorumn

[lpe3eHTaUnA NO reHEeTUKe YernoBekKa
Ha Temy «bone3Hu HapyLweHus obmeHa
XUPHbIX KUCFIOT U NINNNAO0B»

BbINOJNIHUNA: CTYOEHTKA 212 T'PYTITMbl JIEMEBHOIO
GAKYIIBTETA

KYPAKMHA KCEHUA SAYAPOOBHA
[MPOBEPWUJIA: ACCUCTEHT BAAHOBA AHHA EBI'EHbEBHA




JTnnnawl

JInnnpabl — 370 X pLI, KOTOPbIE C/TYXAT BaXHbIM NCTOYHMKOM 3HEpPruv Ang
opraHnimMa. OTN0XeHHble B OpraHr3Me Xpbl MOCTOAHHO PaCLLEnIATCA N BHOBb
CUHTe3VPYHTCS, YTOObI Y40BNEeTBOPUTL dHEpreTrnyeckrie NoTpebHOCTN OpraHmM3mMa
C MOMOLLbIO AOCTYNMHOW N, 'pynnbl cneuneryecknx pepmeHToB NOMOraroT
OpraHn3My pacwennsaTb (Mpeobpa3oBbiBaTh) M 06pabaTbiBaTh XMpPbl. HekoTopble
aHOManuu 3TUX GepMeHTOB MOTYT NPUBOANTL K HAKOMJIEHUIO Crieunduyeckmnx
XMPOBbIX BeLLeCTB, KOTOpble 06bIYHO pacLuennsaTca pepmeHTamm. Co BpeMeHeM

HaKOMJ/IeHNe 3TNX BELLEeCTB MOXET 0Ka3aTbCsl BpeAHbIM A1t MHOTX BHYTPEHHKX
OpraHoB.




OCHOBHbIE HapYyLLIEHUA NNNNAHOIO
obmMmeHa

JInnnpo3sbl — 3TO 3a601eBaHKA, Bbl3BaHHble HAKOMNEHEM nmnnmaos.

HakonneHwne XnpoBbIX BELLLECTB MOXeT NPUBeCTU K C/iefyrLLrM 3ab60neBaHNAM:
LlepebpoTeHAVIHA/IbHbIV KCAHTOMATO3

*CuTOCTEpPOIEMUSA

Apyrve aHoManMy GpepmMeHTOB NpeAoTBPaLLAtOT HOpManbHOE NpeobpasoBaHMe XNPOB B
SHEPrU0. TN aHOMAJTUMN HA3bIBAKOTCSA Ha DY LLIEHNAMM OKMCAEHE KNDHBIX KCIOT.

[PV MHOTUX 1/120COMaNbHBIX DONE3HAX HakOoMIeH s TakxKe NPUCYTCTBYOT Npobiemebl ¢
mMnmnaHbIM OOMeHOM.

10 pOXAEHMSA Bpauu CTaBAT AMArHO3 HEKOTOPbLIX HAPYLLUEHWIA IMNUAHOIO 06MeHa, MPOBOAS
NpeHaTaNbHble CKPUHMHIOBbIE 06CNeA0BaHNA — AMHMOLIEHTES UAN BMONCUI0 BOPCYIH XOPUOHA.
[Tocne poxaeHWs HeKOTOpble HapYLLEeHVS TNMNAHOro 0bMeHa ANAarHOCTUPYHOTCSA Npu
CTaHAAPTHOM CKPUHMHIOBOM 06CAe0BaHVN HOBOPROXAEHHLIX UM C MOMOLLbI APYrMX
NccnesoBaHUM.

JleueHne HapyLueHMM nnmnmaHoro obMeHa 3aBUCUT OT TMNa XNMPOBbIX BELWECTB, KOTOPbIE
HaKanimBakroTCA B KPOBU N TKaHAX.



LlepebpoTeHAHANBbHbIN
KCAHTOMAaTO3

OT0 3ab60/1eBaHMe BO3HMKAET, KOraa B
TKaHSX HaKaninMBaeTcss X0NecTaHo/1 —
NPOAYKT 0bMeHa xosiecTeprHa. 3T0
3ab0/leBaHMe B UTOre NpuMBOANT K
HeCor/1acQBaHHOCTM

ABVIKEHWI, JeMeHLIN, KaTapakTe,
PaHHeWn VLueMyyeckor boNE3HY cepalia
XMPOBbIM HApPOCTaM (KCaHTOMaMm) Ha
cyxoxunuax. NpuesoasaLlme K
VIHBa/IMAHOCTUN CUMITOMBI YacTo
noasnatoTca nocne 30 ner.

[1pn paHHeM Ha4vane neyeHuda npenapar
XeHoAMOoN (XeHoAe30KCKMXoeBasd KNCioTa)
NnoMOraeT npejoTBpaTUTL
nporpeccmpoBaHme 3abosieBaHNA, HO OH He
MOXEeT UCMPaBUTb Y>Ke HaHeCeHHbIV yLuliepb.
[laLyeHTaM TakXKe MOryT Ha3HayaTb
CTaTVHbI, MOCKOJIbKY 3TV NpenapaThbl
CHIWXXaKOT YPOBEHb INMNAOB B KPOBMW.




CntocTeponemMums

Vredicine Live

Mpw 3TOM 3a60/1€BaHNN B KPOBU U TKAHAX
HaKaMAMBaKTCA XMPbI 13 OBOLLEW U
$pyKTOB. HakonneHve X1poB NpuBoAUT
K aTepock/eposy, paHHen YLleMyyeckowm

bosie3HM cep/ilia, aHOMaNM 3PUTPOLIUTOB
N KCAHTOMAaM Ha CyXOXUNUSIX.

JleueHune cuTOCTEPONIEMUY 3aKNHOYALTCH B
coKpaLlleHuy ynotpebneHns NpoLyKTOB,
6oraTbIX pacTUTeIbHbIMU XUPaMW,
HanpumMep, pacTUTeNbHbIX Maces, a Takxe B
%I'IOTpe@'IeHVIVI XONeCTUPaMVHOBOW CMOJIbI.

payn TakKXKe MOryT Ha3HaUUTb
JIeKapCTBEHHbIV Npernapar 33eTMmMmo,
KOTOPbIV CHMXAEeT KOMYeCTBO
XONecTepuHa, KOTopoe BCacbiBaeTCH
OpPraHM3MoM.

B After Treatment




bone3Hb BoabMaHa

Bone3Hb BonbmaHa — 6onee taxenoe
3aboneBaHve. 310 3aboneBaHue
BO3HMKaeT B MepBble HECKO/IbKO HeeNb
XN3HWN. MnageHLubl MN10X0 COCYT, Y HUX
OTMeuaeTCs pBOTA, a Takxe yBenyeHme
ceneseHkn v neyeHum. OTnoxeHme
KanbLMsa B HaZ4NOUYeYHVIKaX MPUBOAUT K
X 3aTBepAeHNI0. Kan coaepxunT
N36bITOYHOE KONNYEeCTBO XIKpPa, B
pe3y/nibTaTe Yero CTaHOBUTCS XMNPHbIM,
HEeOb6bIYHO AYPHO MaXHYLWM U
0bVNbHbIM (CTeaTopes). MnageHubl C
6one3HbO BonbmaHa 6e3 neyeHund
06bIYHO YMUMPAKOT 40 BO3pacTa

6 MecsaLueB.

" Tabauua 1. KAMHUKO-AQ60PATOPHbIE NPOSBASHUS

- nNpu AepUumnTe AMZOCOMHON KUCAON AUNA3DI

Krmnuueckue npossinenns

Bonesun
Bonbmana

Bonesus
HaKOI/IeHHS

a¢upos
XonecTepHHa

o

<6 mec

>1roa

Prora

+

Cunapom mManbabcopbumm

+

Kesmryxa

+/—

Creatopes

Orcrasanme B pocre

+/-

lenaroMeranus/renarocnieHOMeranus

+

Anemus

+/-

Cunapom uxronusa

-

l‘unepxonecrepuuehmx, AHCITHITHIAEMHA

Kansunduxaumus HaanoueuHHKoB

ATtepocKnepos cocyaoB

-
+




bonesHb HakonneHns s3QpPOB
Xo/lecTepurHa

BonesHb HakonieHs 3GpUPOB XoNecTepmnHa NpoTekaeT
MeHee TSXeNo, YeM 6one3Hb BosibMaHa,  MOXET He
NPOSIBASTLCS A0 6osee NO3AHEro nepuoaa Xn3Hu, aaxe
A0 B3pOC/0ro BO3pacTa, Korja y nojen MoxeT
YBEINUNBATLCS NMeYeHb U Cefie3eHKa. Y Ntojer MoxeT
Da3BUTLCA NPEeXAEeBPEMEHHOE CKIePO3NpPOBaHME
apTepuin (aTepockiepos), KOTOPbIN YacTo bbiBaeT
TSXENbIM.

10 poxaeHnsa 6one3Hb HakoneHns 3PMPOB XONecTeprHa
N 601e3Hb BonbMaHa y na1o4a MOXHO AVMArHOCTMPOBAThL B
MOMOLLLI 6MONCcMM BOPCUH XOPKYOHA.

[Mocne poxaeHus Bpayy N3MepstoT YPOBEHb
JIN30COMAJIbHOM KUCIOM IMNasbl B MOyYeHHOM Npu
6uoncnm obpasLie neyeHN UanM ApYrx TKaHen (B3sTme
ob6pasLa TKaHW AN N3yveHuns).

Takke MMeeTCsl FeHeTUYEeCKIA aHan3, KOTOPbI
MCNONb3YeTCsA AN TOro, UTObbI ONPeAeNNTb, UMEeT N
Napa NOBbILEHHbI PUCK POXAEHUS pebeHKa C
HaCneACTBEHHbIM FreHeTUYeCcKM 3ab601eBaHMEM.

[Ans neyeHmns ob6onx 3a601eBaHNIN MOXET
MNCMO/Ib30BaTbCA 3aMeCcTUTe IbHas Tepanus GepmMeHToM
cebenvnason anbda.



CpuHronnnmnaossoil

CPUHronnnnAosbl BO3HMKAKOT, KOr4a y t04ent OTCYTCTBYOT GEepPMEHTHI,
HeobxoMMble ANa pacuienneHna (npeobpasoBaHnA) COUHIONNNNAOB — BeELLEeCTB,
3aLUMLLAROLLNX KJTETOYHYHO MOBEPXHOCTb U BbIMOJIHAKLLMX OMNpeAeneHHble
OYHKLMM B KN1eTkax. KpoMe MeTaxpomMaTryeckou IeNKOANCTPOPUUN CyLLecTByeT
MHOXeCTBO BUA0B COVHIONNMNLO30B:

‘bonesHb Pabpwu

‘bosiesHk [oule (Hanbonee pacnpocTpaHeHHas)

‘bonesHb Kpabbe

‘bonesHb HnvaHHa-lrka (tnnbl A v B)

‘bosie3Hb CaHaxodda

‘bone3Hb Teg-Cakca




bonesHb Pabpn

‘bonesHb Pabpy BO3HMKAET, KOrAa opraHn3mMy
He XBaTaeT HEOBXOANMbIX GepPMEHTOB AN
pacLiensieHns rnkoannnaa.

*CMMMTOMBbI BKHOYAKOT NOSIBNEHME
aHTMOKepaToM Ha KOoxXe, Npob/ieMbl C r1a3amMu,
NOYEUHYH HeA0CTaTOYHOCTb 1 3abo1eBaHme

cepaua.

*/AINarHo3 CTaBUTCS HAa OCHOBaHWW Pe3ynbLTaToB
NpeHaTanbHOro CKPUHUHIOBOTO
obcnefoBaHNSA, CKPUHMHIOBOro 06cnesoBaHuNS
HOBOPOXAEHHbIX N APYTMX aHAIN30B KPOBMW.

*bonbWMHCTBO geTel ¢ 6one3Hbo Pabpu
LOXMBAKOT 40 B3POC/I0ro Bo3pacra.

-JleyeHne npegycmaTpriBaeT 3aMeCTUTENIbHYIO
Tepanuto GepMeHTaMW.



bone3sHb [ oLle

bonesHb [olle BO3HMKaeT, Kora
OpraHn3My He xBaTtaeT HeOb6XOANMbIX
dbepMeHTOB A/14 pacLuenneHuns
rnroKoLepebposnios.

*CMNTOMbI 3aBUCAT OT TUMa 3abosieBaHNA,
HO MOTYT BKJ/ITKOHATb npo6ne|v|b| C NMneyvyeHbio,
cenes3eHKonm N KoCTaMMN.

-[JnarHo3 OCHOBbLIBAETCS Ha pe3y/bTaTax
aHann3a KpoBsu.

Jlrogam, ctpagatom 6onesHbro owe 1-ro
N 3-Fo0 TUMOB, MOXET NMOMOYb
3aMecTuUTeIbHas Tepanus ¢epmMeHTaMm u,
MHOrAa, NeKkapCcTBeHHbIe npenaparhbl.

Pwe. 3. Raymerirea C. 4 roga 10 wecsues, Gonazas fowe 3-4 1

‘bonesHb [owe 2-ro TMna asngeTcd
NPUYNHOW NMpexaeBpeMeHHON CMepTN.



bonesHb Kpabbe

bonesHb Kpabbe BO3HMKaeT, Koraa
OpraHmM3My He xBaTaeT HEObXOAMMbIX
depMeHTOB A/15 pacLLieneHNs XNPOoB
(nMnnaoB.).

CnMnNTOMBI MOTYT BKJ/TKOHATb MNapajiny,
YMCTBEHHYHO OTCTa/1I0CTb U CNENOTY.

[AnarHos cTaBuTCa Ha OCHOBaHWN
pe3y/ibTaTOB NpPeHaTasibHOro
CKPUHMHIOBOIro 06C/1e0BaHVSA U
CKPUHWHIOBOro obcnefoBaHms
HOBOPOXAEHHbIX.

JTO 3abosieBaHMe gBAAETCH NPUYVHOWN
npexaeBpeMeHHON CMepTH.

JT0 3abos1eBaHMe HeM3neuymmo, HO

HEKOTOPbLIM 4ETAM MOXXET NOMOYb
TpaHC1aHTaund KOCTHOro Mo3ra.




Cnacmnoo 3a BHUMaHume




