HapyLleHUa CTPOeHUsa U
$YHKLUMMN KNETOK: OCHOBa
60JIbLLUMHCTBA
3a60neBaHUN

KneTkn — cTpouTesibHble 6OKN YXU3HU, UX
HapyLUeHWsa BeOyT K 60/1e3HAM.




AcTopua oTKpbITUA
KNEeTKU u passutune
KJIETOYHOU TEOPUM

B 1665 rogy PobepT YK BnepBble YBUOES
KNETKU B pacTUTENTbHOM TKaHW. [103)ke, B XIX

Beke, LLinenpgeH v LLIBaHH ooka3arnu, UTo Bce
YXMBbl€ OPraHM3Mbl COCTOAT U3 KJTETOK —
OCHOBa Hallen 6Monorum M MeguLLMHbI.




AApo — XpaHunuiye
HacneagcTBeHHOU
MHGopMaLmK

-
P .

MuToxoHapuUn —

dHepreTnyeckKkasd CraHuusd
KNeTKU

Annapat [lonbaXu U
pU6ocoMbl — pabpuku 6enka
U TpaHCnopTa

B anpe cocpepnotodveHa [HK, koTopada
XPaHUT MHCTPYKLUWNKM A9 paboThl BCEN
KNeTk1. OHO yrnpaB/geT POCTOM U
aeneHmem KNeTkn, obecrneymBada nepegady
MHPOPMaL MM MOTOMKAM.

MuUTOXOHOPUM NPEO06Pa3YOT NMUTaTENbHbIE
BeLLEeCTBa B HEPImio, HEOBXOOMMYIO A4
XM3HeoeAaTeNnbHOCTU KNeTKM. OHU UrpatoT
KTHOYEBYIO POSTb B OBOMEHHbIX MPOoLEeCcCax.

P1M6oCcoMbl CUMHTE3UNPYIOT 6enKK, a annapaTt
[ONbaYXM MOONPULIMPYET M HANPaBNAEeT UX
MO HY)XHbIM NYTAM BHYTPUW KNETKN U 33 €€
npegensoi.



Ponb KneTo4yHon MeM6paHbl B 300POBbe KNETKU

O

KnetToyHaa mMmemMbpaHa
KOHTPONMMPYET, KaKme BeLLeCTBa
BXOOAT W BbIXOOAT, obecneymBagq
6anlaHC M 3aLLNTY BHYTPEHHErO
COOEPXKMMOTO KITETKW.

@

[MOKOCTb MeMbBpPaHbl MO3BONAET
KNETKE MEHATb GOPMY, UTO
Ba>XHO 019 OBVMYKXEHUSA U
B3aWMOOENCTBUSA C
OKpPY)XatoLewn cpenon.

®

[ToBpexxaeHna MeMbpaHbil
HapyLLatoT €€ dyHKLUNKM, BeayT K
noTepe XM3HECMOCOOHOCTU KIMETKU
M yXyOLLUatoT paboTy TKaHeN.




OpraHennbl: GYHKLUMU U CBA3N C 6ONIe3HAMM

-

0 e J1IM30COMbI pa3naratoT U
MUTOXOHOPWWM BblpabaTbIiBatOT

N )

VYTUNN3NPYIOT HEHYXKHbIE
BeLLEeCTBa; X MNOoJIOMKa BeOEeT K
HaKOM/IeHUMIO TOKCUHOB U
60e3HAM, KaK CMHAOPOM Teq-

SHEPruto, HEOOXOOAMMYIO O
PabOTbl KNETOK, X ONCHYHKL NS
Bbl3bIBAET MbILLUEYHbIE U
HepBHble 3aboneBaHUS.

Cakca.
2R /
4 N 7
e AnnapaT onbOyKn OTBEeYaeT 33 e Karkgaa opraHenna TeCHO

nepepaboTKy N TPAHCMOPT CBA3aHa C onpenenéHHbIMu
OEeNKoB, HapyLUeHne ero paboThl MnaToNorMamMm, NogyYepKmMBad
Bbl3blBAaE€T HaKoMaeHme BaXHOCTb LL&e/TOCTHOCTU
0edPeKTHbIX MOMEKY/I. KITETOYHbIX CTRYKTYP.




HacnepcTtBeHHas nHGopmMaumsa U KIeToYHble MyTaLmu

-

OHK kogunpyeT 6enku,
KOTOpble 3a0at0T CTRYKTYPY U
PYHKLUNW KNETKU, onpeaenas
OCOOEHHOCTM OpraHmn3ma.

-

MyTauMmM BO3HMKAIOT U3-3a
OLLUMOOK MPU KOMMPOBaHWNM
IHNHK, BAnMaHms
ynbTpapumoneTa Unu
XMMUNYECKUX BELLECTB Ha
reHeTn4YeCKMM MaTepuman.

-

HapyLleHmne reHoB NpuMBOOAUT
K CUHTE3Y OePEeKTHbIX OeTKOB,
Bbl3bIBaOLLMX
HacneacTBeHHble 601e3HMN,
HanpuMep, MyKOBUCLIMO03 U
reMopununio.




[1PNYMHBI KITETOYHbIX
HapyLWeHNN: CTaTUCTUKA

I eHetvueckue gedektsl [T BupycHble MHGeKLMK Tokcuueckue BellecTBa

e Pagvauna [ Lpyrve npuumHel

[eHeTnYecKMe gedeKTbl — OCHOBHAA MPUYMHA
HapyLUeHMI, BAMAKOLWAA MOYTU Ha MOMOBUHY Cly4daeB
3360/1eBaHMNM KEeTOK.

YMeHbLLUEHWME BO3OENCTBUS BNPYCOB N1 TOKCNHOB
CMNOCOOHO 3HAYUTENTbHO CHU3UTb 3a60/1EBAEMOCTb

KINEeTOYHbIMI MNMaTOJ1IOI MAMMN.

IHaHHble BO3, 2023



ArMonTo3 U HEKPO3: MeXaHN3Mbl KIIeTOYHOM rméenu

AMonTo3 — 3arnporpaMMmMpoBaHHas
CMepPTb KMNETKU, MOOOEPXKMBAOLLASA
30,0P0BbE TKAHEN U yYaCTME B

3aLMTE OpraHmM3Ma OT OMyXOonewn.

HeKpo03 Bbl3blIBAETCA CUIbHbIM
MNoBpPEXOEeHMEM, COMPOBOXAAETCH
BOCMaJIEHNEM U TMOEeNblo COCeaHUX
KNEeTOK, HapyLlasa paboTy TKaHew.



[lyTb OT KNeTOYHOIro HapyLleHUsa K 601e3HU

MexaHn3M Pa3BUTNHAH KNeTOYHOW MaToormm

MoBpexaatoLnn N HapyLwweHue

L4
dakTop TKaHu
KNeTKu

C6ou paboTbl PasButue
opraHa 3a6oneBaHus




[eHeTnYyeckue 3aboneBaHUs: NpUMepbl U NPOABIIEHUS

Bone3Hb @abpun — gedmnumnT epMeHTa, Bbi3bIBAOLLMM HAaKOMIEeHME BpeOHbIX BELLECTB, MPoaBIgaeTca
C OETCKOro BO3pacTa KOXXHbIMU 1 6OMNEBbIMU CUMMTOMaMM.

I'eMocbman — HeOoCTaToOK 6e/kKoB CBePTbIBAHUA KPOBU, NMPMNBOOUNT K TAXEJ1bIM KPOBOTEHEHNAM,
Tpe6y+ou_u/||v| MOCTOAHHOIoO MeOUNUMHCKOIO KOHTPOJIH.

DeHUNKETOHYPUA — HapyLleHMe obMeHa aMUHOKUCIIOT, 6e3 Ne4eHMa Bbi3bIBaeT 3a0ePXKKU
YMCTBEHHOIO Pa3BUTUA Yy AEeTEN.

Bce 3T 3aboneBaHMa TpebyoT creumanm3mpoBaHHOIo HabnOeHUA U Tepanm Oaa CHMKeHUA
OCMTOXXHEHUIW U YITYYLUEHMNA Ka4yeCTBa XXU3HW.
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310KkayecTBEeHHble ONyXOonu: pesynbTaT KeTOYHbIX
MyTaLUM

Pak pa3BuBaeTCca M3-3a myTtaumnm B AHK, OnyxoneBble KINEeTKM CMOCOBHbI MPOHMKaTb B
KOTOPbI€ Bbl3blBatOT HEKOHTRONMNPYEMOE Oopyrme TKaHu 1 pacnpoCcTPaHATbCH MO OPraHmn3My
oeneHme KNeTok. 9T MyTauunm 3aTparmBatoT — MPOoLLeCcC MeTacTa3mMpoBaHMA. TO OT/IMYaET
OHKOreHbl N FreHbI-CYyMNpPeccopbl, HapyLlad 3/10Ka4YeCcTBEeHHble HOBOOOBPAa30BaHUA OT

eCTeCTBEHHbIE MEXaHN3Mbl KOHTPOJIA POCTa. ,D,O6pOKaL—IeCTBeHHbIX.




HopManbHasa 1 noBpeXaeHHasa KjeTKa:

CpaBHUTENIbHbIX aHaNu3

B Tabnuue npencraBneHbl OCHOBHbIE MPU3HAKM
HOPMaNbHOM M MOBPEXOEHHOM KITETKM — OTNIMYmMe

B CTRYKTYPE 1N OYHKLUAX.

[MoBpeXxaeHna MeMOpaHbl Y CHUXKEHME
MUTOXOHAOPWMANbHOM aKTUBHOCTU HapyLUatoT
YXM3HECMOCOBHOCTb KNETKN U €€ PYHKL UMW,

12

NMoBpexaeHHan
NMpusHak HopmanbHaa Knetka
KNeTka
LlenocTHasa u I3meHEHHaA,
CTpykTypa membpaHsbl
n3buparensHas nopucras
KonnyecTtBo [locTato4Hoe ang CHWXeHo,
MUTOXOHOPUN aHeprun HeoCTaTo4vyHO
OcnabneHHas
PYHKUMOHa/IbHOCTb [MonHoueHHana paboTa
aKTUBHOCTb

YyebHUK Bburuonormm gnga 7 knacca
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BnuaHue BupycoB Ha CTpoeHue n PyHKLUUU KNETOK

o 2 3

BUpycCbl MPOHUKAIOT B KINETKY U Bupyc nMMyHooepumumTa Bupychbl rpynna nopax<atoT
MCMONb3YIOT €e MexaHM3Mbl O/14 yenoBeka (BMY) paspyLuaet T- OblXaTebHbIN 3MNUTENNN,
Pa3MHOXXeHWA, HapyLuasa NMMMPOLLMTBI, OCabnas Bbl3blBaga BoOCNaneHue m
HOPMaNnbHYIO OEATENMBHOCTb U MMMYHUTET K Bbi3biBag Cl1V L, yxyOLlasa ablXaTebHYIO
CTPYKTYPY KNETKU. ITO YTO CHMXXAET 3alNTHbIE CUIbI PYHKLMIO, UTO BEOET K 0OLLEMY
NMPUBOOUT K €€ AMCOYHKLNU opraHmM3mMa. yXyOLLIeHMIoO 300P0BbA.

nnu rméenu.




[loBpeXaatoLine BHeLWHne paKTopbl: TOKCUHDI,
paguauus, nutTaHme

(
P Pagunauusa
i Bo3gencrBme MOHU3UNPYIOLLLETO M3NydYeHMa noBpexaaeT Morekynbl [HK, 4To crnocobCcTBYeT HAaKOMMEHMIO MyTaLn U
PaA3BUTNHO OHKOJTIOIM'MYECKIMX 3abo01eBaHUMN.
.
4
TOKCUHbI 6aKTEepUn
aJ HeKOTOpre 6aKTepl/IaJ‘Ibele TOKCVHDI Pa3pPyLWaloT KJTIETOYHDbIE MeM6paHbI, BbI3blBagd rmbenb KNeToK U BOCIlIalieHMe, Kak,
HanpuMep, TOKCUH andprTepumn,
.
4
 flecbanaHcMpoBaHHOe NUTaHue
p HepoocTtaToK BUTaMMMHOB, HAalipmMep B12, CHM>Xa€eT KavyeCTBO AeJIEHUNA KITETOK KPOBW, HTO OTPaXXaeTCH Ha O6I_I_I,eM
COCTOAHUUM 300POBbA OPraHMN3Ma.
.
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KneTo4yHble U3aMeHeHUsA Npu KoXXHbIX 3ab60s1eBaHUAX

15

O

[Tpn Ncopmase KepaTUHOLUTDI
O0eNAaTCa CIMLLKOM ObICTPO, UTO
NPEMBOOUT K YTONLLEHUIO

200MMOoepMmnCa N XapaKTepHOMY
LHEeNYyLWEeHWNIO KOXWN.

@

DK3eMa COMpPOBOXXOAETCH
HapyLLueHneM BapbepHOU
PYHKLUNUN KOXU U
BOCMaiMTENbHbIMMW
NpoLeccaMu, Bbl3blBaOLLLMMM
pasgpaxxeHne u 3ya.

®

O»KOrM Bbl3bIBAOT MACCOBYIO
rmoenb anmTenmManbHbIX KNETOK,
3aMennatoT pereHepaLmto u
MOBbLILLAOT PUCK 3aparKeHns
MHPEKLMNAMM.




KneTouyHble HapyLLeHUs B 3a60neBaHUAX KPOBW

Wy oo
ad
~
-

LW

‘

T

CGEI’IOBM,D,HO-KHGTOLIHGFI aHeMuA: KJ1ieToO4YHad aHOMaJ1UA
N ee rnocsieacrsud

I3MeHeHne GopMbl IPUTPOLIUTOB MPUBOOMUT K 3aKyrNopKe
MeTKMX COCYO0B, HapyLlas CHabXXeHMe OpraHoB KUCTOPOOO0M
1 BbI3blBag 60/1b M MOBPEXOeHWNe TKaHewW.

Ilenkemus: HapylweHue aerieHnd KJ1eToK KpoBHU

BeCKOHTPOMbHOE PAa3MHOXXeEHME NeNKoLMTOB ocriabnaer
MMMYHUNTET, YMEHbDbLUAH CMOCOOHOCTb opraHMN3Ma 60pOTbCFI C
I/IHq)eKLI,l/lS:IMl/I N YTITPOXXad XNU3HW MNMalMNeHTa.

16




PacnpocTpaHeHHOCTb
reHeTU4YeCKUX KNeTOUYHbIX
3a6oneBaHUM

3abofieBaHMs Yalle BCTpeYdatoTca B onpenenéHHbIX
PErmMoHax v 3THUYECKMX FPYnax, YTo BaXXHO YUYUTbIBATb B
NpoOPUIaKTUKeE.

[JaHHble MOOYEPKMBAOT HEOOXOOMMOCTb PaHHEN
OVArHOCTUKM ON4a NpefoTBpaLlueHUsa TAaXKeblX
nocnencTtBMM OdaHHbIX MAaTOMOMMI.
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I PacnpocTpaHEHHOCTb reHeTUUYECKUX KNETOUYHbIX 3a60/1eBaHuit

I

MexayHapogHble anmngeMmonormyeckme nccnegosaHma, 2020




[l1MarHocTuka HapyLueHUU KNeToO4YHOro yYpoBHS

-

0 MUKPOCKOMNA MO3BONIAET

OeTaslbHO pacCcMOTPEeTb GOPMY U
CTRYKTYPY KETOK, BbIABAS
aTUMUYHbIE U3MEHEHUNA U
OTKJ/TOHEHWA OT HOPMBbI.

-

J

o

MonekynapHo-reHeTn4deckme

MeToObl BbIABMNAOT TOYHbIE
MyTaunm B LIHK, mo3Bonagq
onpenennTb
NpenpacnoIoXeEHHOCTb K
HacneacTBeHHbIM
3abo0neBaHUVAM.

J

-

e broxmmMmyeckme aHaam3bl

OLLEHMBAIOT COCTaB KTETOYHbIX
BELLECTB N aKTUBHOCTb
depMeHTOB, YTO MoMoraeT
onpenennTb GyHKLUMOHaTbHble
HapyLUeHUS.

N

e KoMnnekcHoe npmnMmeHeHme

MeToO0B obecrnedymBaeT bonee
TOYHOE M paHHee BbligBeHne
KNeTOYHbIX MaToorm m
3PPeEKTUBHOE NeveHume.
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[TpodunakTnka 3a6oneBaHU, Bbi3BaHHbIX
KJIETOYHbIMW HapYyLLUEeHUAMMU

C6anaHcupoBaHHOE NMUTaHue

Obecne4vymBaeT NOCTyM/IeHne BCeX
HeobXxoaMMbIX BUTaMUHOB U
MUKPO3MNEMEHTOB A4 NPaBUSTIbHOIO
OYHKLMOHNPOBAHMNSA KIETOK.

Sy —

= . e e
OTKas3s oT BpeAHbIX MPUBbIYEK

YMeHbLUeHWe BO3OEeENCTBUA TOKCMHOB
OT KYPEHNA N alIKOTOJ14d NMOMOTIraeT
COXPaHUTb UEeJTOCTHOCTb N 300pP0OBbE
KJITE€TOK.

~
- PaHHee MeaMLMHCKOEe
g obcnepnoBaHue

[Mo3BONAET BbIABNATb KNETOYHbIe

/ HapyLleHWa Ha HavalibHbIX CTagMax u
7 CBOEBPEMEHHO NMPUHMMATb MepPbl A4
nedyeHus.

BaKuMHaLMUA U caHUTapHble
HOPMBbI

3alWMLLAOT OPraHM3M OT BUPYCHbIX
NMHPEKLIMIN, KOTOPbIE MOIYT HAHECTU
yLep6 KIeTkaM 1 NpmBecCcTU K
3a60/1eBaHMAM.
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3HayeHue 340poBbSA KIETOK A1 obLuero
COCTOSIHUA opraHM3ma

CoxpaHeHne HOPMaslbHOIo CTPOEHUA 1 QYHKL NI
KIeTOK aBigeTca PyHOaMEHTOM 300P0BbA TKaHEN U
OpPraHoOB, MPeaoTBpPallad MHOXXECTBO 3ab01eBaHM U
obecrnevymBag OONTroneTneE M Ka4ecTBO XU3H M.




