KMMY

MonekynsapnbiK OMOnorns xaHe
MeOguLUMHaNbIK reHeTUKa
kKadeppachol

Hapic
TakbIpbIObI: «[eHaik aypynap».

MamaHgbirbl: 5B130100 «>Kannbl
MeanunHa»

Kypc: 1
YakbiTbl: 50 MUH.
[opickep: 6.f.K. EcinbaeBa b.T.



TakbIpblObI: “[eHAik aypynap”.

MakcaTbl: Agamaarbl Ken Ke3geceTiH reHaik
aypynapAblH CAMNTOMAaTUKACbIH XXaHe
9TUONOIMACKLIH OKbIM Oiny.

IoapicTiH XKocnapbl:

"eHAiK aypynapAblH Heri3ri cunartamanapbl.

Ken Ke3aeceTiH reHaik aypynapabliH cunartamacsl.
"eHAi aypynapablH Tapany cebenTepi.




[eHai aypynapabiH XiKTenyiHiH 3
npuHUUNi 6enrini:

1. TeHeTuKanbIK — Oapnblk aypynap
ayToCOMAbI-A0OMWUHAHTTbI, ayTOCOMAbI-peLieccuB-
Tl, X-TIPKEC, Y-TIpKEC XXaHe MutoxoHapuanbal
bonbin 6eniHeA,.
2. KnnHukKanbIK — TYKbIMKYanauTbIH XXYUKe
aypynapbl, 3HOOKPUHAI, Ke3 XaHe T.0. byn reHaik
aypynap apTtypni nHauemartepae spTypni
MyLlenepal 3akbimgangbl.
3. [laToreHeTukKanbIK — HEri3ri natoreHeTukanbIK
3BEHOHbIH 3aKbiMAdanyblHa 6annaHbICThI.




AnfawkKbl eHimaepAiH KbISMEeTIHIH
MaHbI3abiNbIFbIHA OAUNaHbICTLI reHA
aypynap 6eniHepi:

1. OH3umMonatusa - (PEPMEHTTI XKYUEHIH

TYKbIMKYyarnaybl PepPMEHTTI XKYUEHIH,).

2. emornobuHonarums - (KaH
aedekTinepi).

3. KonnareHo3aap— (KypbinbiMabl
akybl3gapabiH, JedeKTiCl).



4. BnoxmnmuanbikK gedeKTicCl
aHblKkTanbIHOaraH reHal aypynap.

5. JInzocomanbai hepMeHTTIH
XeTticneyuwinirine 6annaHbICTh
aypynap (nusocomanbai).

6. MutToxoHgpwanbai aypynap
7. NNepokcucomAabl aypynap.



JH3uMonartusanap
- PEeHUNKEeTOHYpUA
-[ anakTo3emus

- eMmonuTuKanblKk aHeMusara
anbin KeNeTiH OedeKT]
APUTPOLINTTED.



OH3uMoNnaTua BapuaHTTapbl:

1. KemipcynapgbliH 3aT anMacyblHbIH gedeKkTepi.

FanakTo3emusa — nakto3aHbl kabblingamayLubinbik. AyTocomMabl-
peueccuiTi aypy. CyTTe nakro3aHblH KypamMbl iamameH 7%

Kypaunabi.

JTakTo3aHbIH 3aT anmMacybliHa
naktasa doepMeHTI KaTbicaabl,
On AucaxapuarTi biabipaTtagbl.
Kenbip agampapaa nakrasa
KETKINIKTI cuHaesaenmenal,
COHAbIKTaHAa CYTTi Kabbingan
anvaugbl. >XaHa TyblfFaH
bananapga oyn aypy ayblp
TypAe iWTiH KebyiHe, anapesra
XKOHe cna3mMpaapfa anbin Keneal.

H OH ‘—Vé’ H OH

B-glycosidic bond

Lactose (Galactose-f-1.4-glucose)



2. AMVHKbILWKbLINAAPAbIH 3aT
anmMacyblHbIH aedeKkTepi

*DeHUNKeTOHYpUS-
ayTocomMAbl peueccuBTi

KnuHukanbIK KepiHici:
TpemMop, yctamanap, MUKPO-
Luedpanuga, onnay kabinerti
TOMEH, «TbILLKAH MIC».
*Cebe0i:
deHnnanaHUHrMgpoKcuasa
doepMEeHTIHIH, XeTicneyLini-
riHeH, doeHnnanaHnHHIH
TUPO3NHre eTYiHIH By3bIsibl-




JH3UMonaTusanapabiH 0acka Typnepi:

NunmngTepaiH 3at anMacyblHbIH AedekTepi
(cchuHronununaospap)

ButammnHaoepaiH 3aT anmMacyblHbIH gedeKkTepi
(rOMOLMCTUHYPUSA)

A30TTbIK HEridgepaiH, OMOCUHTESIHIH AedeKTepI
(cnHapom Jlewa-HaunxaH)

[opMoHAapabliH OMOCUHTESIHIH aedeKkTepi
(TecTUKynsapnbl deMmmHn3auma)



f[emornobunHonarTuanap

1. Opak Topi3ai xacywanblK aHeMusi, ayToCOMAbl-peLeCcCcuBTi
aypy. Cebebi - 3 rmoOUHHIH reHiHaeri HYKTenik MmyTaymus.
Tponukanblk anmakrta TapanfaH. Cosbinmarnsl aHeMuaaa
KenTereH ackblHynap bonaabl, XXYpPekTiH, 6ayblpablH
by3blnbIiCTapbl 6bap XXaHe KenTereH apTypni nHdekumnsnap.




2. TanacceMusi — ayTocoMAbl-peLieCCUBTI aypy, ayblpnbifbl
opTypni Aapexeneri aHemusi. Cebebi — a Hemece 3
rmoouHaik reHaepaeri mytaums. Xinik-myuaaH Teic baybipaa
XoHe Kekbayblpaafrbl KaH XacanyMeH cunartTanagbl,
HaTWXeciHae byn MmyLlenepaiH, enwemi ete KaTTbl VIFanbIn
keteni. CoHbIMeH Bipre apTypni MHeKUmsnap Kocblnagsbl.




KonnareHo3aap — Heri3iHAae
KonnareHHiH cuHTe3aenyi MeH
biablpay gedeKkTinepl, AsHeKepneyLui
ynnanapAabiH Heri3ri KOMMOHEHTI
xartagbl (MapdhaH cnHapomeil,

anepc depmMeHTTi XyneHiH - [1aHno
CUHAOPOMbI, TOSbIK EMEC OCTEOrEHE3).



KonnareH — agamMHbIH AaHeKepneyLi
yrnacblHbIH, HET3r KOMNOHEHTI. CynekTepae
XXoHe LeMmipwektepae akybi3gblH 60% -biH,
TEPIHIH KYpFaK MaccacblHbIH, TIC YINacCbIHbIH
XXoHe bannaHbicTapbiHbiH 50-90%-bIH Kypangbl.

[1aHeKepneyLwi ynnaHblH Keneci Heriari
KOMMOHEHTI — ONOPURIINH, Kon KbI3METTI
aTkapaTblH aKybl3, XacyllagaH TbiC MAaTPUKCTIH
MUKPOOUOPUNAIH KYpbiNbiIMAbIK KOMMOHEHTI
bonbin Tabbinaabl.



MapdaH CUHOPOMbI — ayTOCOMAbI-AOMUHAHTThI
aypy, AaHeKepneyL

ynna aypybl (ndpunnnuH reHiHae mytauusa). Keagecy
xuminiri: 1:10 000 — 20 000.

KnuHukanbiK KepiHicTep:

1. ApaxHoaakTunusa, bounbl y3blH, asKTapbl
V3blH, OMbIPTKa AedopmMaumnsicbl (CKONMeo3s),
LUBbIFBIHKbLI «TayblK KOKIPEKTI», Man TabaH XaHe
OyLbIK €T TMNOTOHUACHI.

2. Ke3 byplwiarbl e3repreH, MMonus
(0rN30pPYKOCTL), Ke3aiH Topnbl KAObIFbIHbIH
Geninyi.

3. XKypekK XYMbICbIHbIH Oy3bINbIChl, LLaAmM
Xapblfbl (NaxoBagq rpbiXka).




Puc. 4.16. [luarHocTudeckue KpUTepUM apaxHOAKTANMM NP CvHapome Mapdana,

Puc. 3.2. lecpopmupoBaHHana rpyaHasn
Knertka (KuneBuaHas UMK «KypUHasi»
rpyab) npu cuiapome MapdaHa.



Puc 4.14. [lga Gpara. Cheaa HopNanLMWLIA
vaneos 10 per, Cnpapa — S-Nerimen mafns
C CANGPOMON NMapdasd [CHmnTOMLL NOIBLI
RAX XPYCTAansa [OM & O4KaX), QLICONSA POCT,
OTCYTOTUME NOJKORHON XHPOBON KNOTHATHM,
CRONKED, ACDOPNILME FPYOMOR sneTr]



PHc, 415 KucTet v cTonb! & mopMe (Cneks) «
Non Sanapovwe Mapdawa {cnpanal.



CuHapom Jnepca-flaHno — ayToCOM[bl-
OOMWHaHTTbI, OipaK Kenbip Typnepi ayrtocomabl-

peLLeCCUBTI XoHe X-TipKkec peLeccuBTl,
OoHeKkepneywli ynna aypybl. byn reHeTtukanbl,
broxnmmnsneol XoHe KNMUHMKanb apTypnI

O9HeKepreywi ynna aypyblHblH TonTapbl. O-TuN
aHbIKTanfaH.

KnMHUKanbIK cunarramMachl.
- KonnareH cuHTe3iHiH Oy3binbIiCbIHAH

naHeKkepneywi ynnaHblH 6Te KaTTbl CO3bINbIHKbINbIFbI
(beT Tepici, LbIHTAK, Tise, OyfaHa aumarbl),
KaHTanay.

- byblHgap — wWbiHawakK caycaktblH 90 rpagycka XeHe
ofdaH [a Xofapbl rpagycka MmambICybl, Ti3e OYbIHbIHbIH
10 rpagyc XeHe odaH XXofapbl rpagycka MamnbICyhil.




-

Puc. 4.17. ®oTtorpacdpms 60fIbHOIro ¢ CUH-
apomom 3Anepca—[NaHno (tun 3) ¢ BbiC-
TaBku (1885).



Puc. 4.18. lNMoesilleHHaAs PacTAXUMMOCTb Puc. 4.19. NogblilleHHas PACTSAXMMOCTH
KOXU nuLa, pyobus!l Ha noy. KOXU NoA KrnodYruen.

Puc. 4.20. Mepepa3rmbanme V nansua.

Puc. 4.21 MNepepa3rmnbaHune KorneH-
Horo cyctaea. Pybukel 8 o6nactu
KOMeHHbIX CYCTaBOR.



 Kpy30OH cCMHAPOMBbI —
Kacnas reHiHiH
OeqEKTICI.
KrnnHukachsi:
LLIbIFbIHKbI KO3,
KbIJTN K63, YCTIHTI epiH]
KbICKA, »XOFapfbl »ak
CYWMETriHIH Oy3bInbIChil,

OMbIPTKacbl KncauraH
ON30CTO3).

Puc. 4.3. Cunapom KpyaoHa. Matb 1 ChIH.



UoHAablK KaHanaapabliH, peuentopnapablii
XXOHe KypbINbIMAbIK aKybi3gapablH
nedekTtepiMeH bannaHbICTbI, aypynap

1. MykoBucumnao3abliH cebebi (KcTo3ablk
dnbpo3) - TacbimangayLibl KbI3BMEeT aTkapaTbiH
CFTR (cystic fibrosis transductance regulator)
aKybI3blHbIH OeMEKTICI ayToCOMAbl-pPeLeCCUBTI
aypy, XaHa TyblfnfaH HaepecTenepae KepiHy

xuninirt 1:2500. Aytocomabl-peLieccusTi.



MykoBuncLUMa03 Ke3iHae Oyn akybi3
XacywaHblH uMTonnasmMmachkiHga Kanagbl,
KanbINTbl XXarganga 6yn akybl3 nnasmanemMmmara
opHanacybl kepek. Heriari CMMNTOMbI: ThIHbIC
anyblHbIH KMblHOAYbI, XXWi ayblp YUKblI OE3iHIH
ObinwbIpakka (Crnn3b) ToFaH pecnmpaTopnbIk
MHekunanapsbl, (TaMakTblH KOPbITbISTybIHA
Kegepri bonagel). bapnbik cumnTomaap ar3aHbliH
6e30iK XacyllanapblHbIH )XoHEe 3K30KPUHAIK
b6e3nepiHiH Oy3bINbICbl, HOTUXKECIHOE KypaMbl
e3repreH Ko Ty3iHainep (cekpet) beniHea.



Carbohydrate
molecule

Plasma
membrane

Abnormmal
membrane
protein




Cystic fibrosis (mucoviscidosis)

Severe progressive disease of

the bronchial system and gastro-
intestinal tract

Disturbed function of a
chloride ion channel by mutations
in the CFTR gene

Autosomal recessive
Cene locus 7q31.3

Disease incidence approx. 1:2500
Heterozygote frequency approx. 1:25
Mutation AF508 in approx. 70%

Esponaga 1:2500, an Adpukaga — 1:100 000



e

2. AxoHaponna3sus.
AyTocoMAabl-40OMWUHAHTbI
aypy, dounbdpobnacrtapabiH
ecy paKTopbIHa Xayan
bepeTiH peuenTopabiH
OedeKTICI.



AxaHpponna3us
Kwuiniri 1:100000. Cynek

XXYUECIHIH aypyhbl, LWeMipLUekK
yrnacbl gamMmyblHbIH aHOMa
nuAackl, acipece anudunaae
ILLKI cekpeuusanapga), asik
KON >X8He OeHeHIH nponop
LMOoHanbAi eMec KaTblHACHI,
bonbl anaca, e3iHAaik 6eT
onnerti. OpTalwla svengepain
OOWbIHbIH Y3bIHObIFbI — 124CM,
an epkektepge — 131 cm

Puc. 3.3. JKeHwmHa ¢ axoHgponnasneun.



bynuwbiK eT guctpoduscbl Hemece
Mmuonatusa [oweHHa

X-TipKec peLeccuBTi aypy, yn bananapaa
kKesneceni (1-5 »kacTa).

KnuHukanbiK KepiHicTepl:
XUi Kynay, «YUpeK XYPICTI», adKTblH
6anTbIp €T rMNepTPodPUACHI, COHbIHaAH CaH
OVILbIK E€TIHIH, KON UbIK )XBHe Xambac
benaepiHiH, aTpodUSACHI, UHTENNEKTIH
TemMeHaeyi.



Puc. 4.31. TpyaAHoOCTU Npv pacnpamrie-

HMM Rocyie HaxKinoHa.

nceen

¥,

.30.

4

Jlopgoz
HOXHbIX MblwL; aTpoduna

Puc

goriperioes,

i

aans

Puc. 4.29. lNceBoorunepTpocdus UKpo-

HOXHBIX MblLL.




MuoToHUANbIK aucTpoduna —
ayToOCOMAbl-OOMUHAHTThLI aypy.
KnuHukanbikK KepiHicTepl:

OncCi3 OYIILbIK-ET, KaTapakTa, XXYpekK
apUTMUACHI, KacKanblk, onnay KabbIneT
TeMeHaenal, KonaapblHbIH OyNLLbIK

eTTepl, TINIHIH, )XaKkTapblHbIH TbipbiCynapsbl,
OyNLbIK €T XKacyLwanapblHbIH ICIHYI, ceuney
XKOHe XyTy Oy3binbicTapbl, 50-60 xacTta
eniMmre akerneai.

KepiHy »xwuiniri 1:10000.



Puc. 4.9. Bpoxpeénsan copma
MUOTOHUYECKOI QUCTPOGUN (Mbi-
WeyHan FUNOTOHMUA, AMUMUYHOE
N1Lo, poT TpeyroneHon dop-
Mbl — «MWOTOHWYECKOE NNLOY),

Puc. 4.10. Bapocnasi nauuenTka ¢ MMOTOHUYECKOH au-
cTpothuet (NT03, cNaBoCTb NMUEBLIX MbIWL, aTpodus
KeBaTeNbHbLIX MblLL).



bynuwbiK eT guctpoduscbl Hemece
Mmuonatusa [oweHHa

X-TipKec peLeccuBTi aypy, yn bananapaa
kKesneceni (1-5 »kacTa).

KnuHukanbiK KepiHicTepl:
XUi Kynay, «YUpeK XYPICTI», adKTblH
banTbip eT rmneptTpodunackbl, COHbIHaH caH
OVILbIK E€TIHIH, KON UbIK )XBHe Xambac
benaepiHiH, aTpodUSACHI, UHTENNEKTIH
TemMeHaeyi.



Puc. 4.31. TpyaAHoOCTU Npv pacnpamrie-

HMM Rocyie HaxKinoHa.

nceen

¥,

.30.

4

Jlopgoz
HOXHbIX MblwL; aTpoduna

Puc

goriperioes,

i

aans

Puc. 4.29. lNceBoorunepTpocdus UKpo-

HOXHBIX MblLL.




HenpodmnbpomaTtos-
HepB XXYUECIHIH KermxXyueni aypybl.
LLleTKkepl )keHe opTanbIK HEPB XXYUenepIiHiH
naTonornanbIK NpoLecci.
InarHocTuka Koubinagsbl, erep:
1. AWbIK KOHbIP TYCTI NIUTMEHTTI AaKTap.

2. Henpodmbpomanap AeHEHIH Ke3-KenreH
XepiHge nanga 6onabl, XKeHe Tepi
XYWUenepiH ae kKaMmTuasbl.

3. HempodunbpomMHbIH caHbl DipHeLle MblHFa
OewniH XeTteai (canmarbl 15 Kr-ra geniH).

4. XXuiniri 1:3500-4000.



Cc Henpo-

Puc. 4.5 TUnnmuHbie CEEeTNoOo~-KOpMYHeEeELIe

MNMATHa Y MOJNIOOONO My>X4YHWiMHBI

domGpomarTozom 1-ro Ttuna.

~

-

“Mpo

-ro Tuvuna.

MrHoOoroummcneHHbie He
pPoOMEBl pasHbIX pa3mMmepoB Yy MY>K4YMHbLI C
domSpomaTozom 1

Puc. 4.6.
Henpo



W

[eHAal aypynapfa Toyenal
cunaTtTamManap:

KnnHmnkanblK KepiHIiCTepAIH
epeKLIeniKTepI.

[ eHeTUKanbIK reteporeHainik.
AypyOblH KepiHy Xachl.

. ©OMIp Cypy Y3aKTbIfbIHbIH

KbICKapYyhbl.



1. KnuHukanblK KepceTkiwTepaiH,
epekuwenikrepi -

- [eHpl aypynapgblH ken Typae Kepinyi.

- [NlaTonormsanelk npouecke kenTereH

ynnanap »sHe myLuenep ylbipangbl

(KonnareHo3gap).

2. [eHeTUKanbIK reteporeHAiniK — reHal

aypynapgblH KepiHyi bannaHbICTbl bonaabi:

- OPTYPI NIOKyCcTaFbl MyTaUUAMEH;

- bip nokycTarbl apTypni MmyTaunuameH (Tya

OITKEH MbIfIKaynbIK -35 BapnaHTbl KepiHea|)




3. l'eHal aypynapAablH XXacblHa
OannaHbICTbl KOPIHVI:

- 25 % - ambpuroreHesaiH epTe
aTanTapbiHAa gamMuabl.

- 45% - XbIHbICTbI KaObINeTi DiTKeHre
OEeNiH.

- 20% »ac keseHae.

- 10% erne keseHae.




4. OMIp CYpY Y3aKTbIfblHbIH

KbICKapPYbl:
- ['eHal aypy nanga 6onfaHHaH KeEWIH,

aypy afblHbIHbIH aybIp Typae eTyi XaHe
XXOHe KepIHY XUINIrHIH KapKbiHOaybl
XYpeai, on eMip cypy Y3aKTbIfbIHbIH
KbICKapyblHa anbin Keneai.




* [eHAOl aypynapAabiH Tapany
XUINIrI:

- ofapsbl, 1:10000 xaHa TyraH
HapecTere;

- optawa, 1:10000-40000 xaHa
TyFaH HOpPECTeEre;

- TemeH, 1:40000 »aHe Xofapbl
)KaHa TyFaH HapecTere.



o0 kWb~

 [eHpl aypynapablH Tapany
cebenrtepi:

MyTauunoHabl npoLiecc;

Murpauus;

KaHaac TybicTap apacbiHOafbl HEKE,
CypbinTay;

[eHOep apendoi;

Heri3ri ag@eKT.




- Murpauusa (amurpaums xxoHe MMmuUrpaums):
OJIEYMETTIK )XoHEe 3KOHOMUKAIbIK
cebenTtepre bavnanbicTbl bonaabl. Murpauus
KesiHge, nonynaunagarbl spTypni Hekere
OTbipyaa reHaep arblHbl Nanga 6onagbl XXaHe
FEHOTUNTI XUbIHTbIK e3repei.
- FleHpep popeundi — byn nonynaunsarsbl
annenbaep XuWiniriHi4 Keagenucok esrepyi
(PanTta adodoekTici). [Nonynaunsa caHbIHbIH

XOfFapblnayblHa HemMece TeMeHaeyiHe anbin
Kenepg,.



- Herisri achdekT Hemece Maupy
adpdeKTiCI —

Oip HEMece DbipHelle agam Kenoip

reHaepaiH TapanyblHa cebenkep

bonaabl (AMepukagarsl Knutannblik

aMurpaHTtTap AMepuke, amuLua

ceKTachl).



CypbinTay- apTypni reHoOTUNTEPAIH >XOfapbl
gevremae Tyblnybl XXaHe eniMi nonynaums-
Oarbl annengepaiH apTypni KOHUEeHTpauusa-
CblHa anbin Keneg.

CypbinTay KopLlafaH opTa XafaawublHa,
aapanapabliH, anMMMUHaAUUACHI OCbl XXafFgaufFa
benimaenyiHe bavnaHbICTbl bonaabl
(doweHHa mnonatusansl bananap 6enimcis,
reMmounus, axoHgponnasus,
Henpomnbpomartos).



* U3onauuma — nonynauuna
CaHbIHbIH TOEMeHAeYIHe anblin
Kenepai (reorpaduanblk,
penurno3nbl, aNeyMeHTTI).
UHOpMANHI — sfHN, KaHOacC TybIC
apacblHOafbl HEKENEP Asapexeci
XXOFapblnangebl.



KaHOoac TybicTap apacbiHAarbl HEKe
BeniHeAal:
1. WHuecTi Hemece TUbIM carblHFaH

Hekenep. byn TybicTap apacbiHAafbl
Heke.

1-wi gapexeni (sKecCi-Kbi3bl, aFachl-
KapblHOACHI).

2. KaHOapbl eme >XaKblH mybl
apacbiHOarbl 6alsiaHbIC - (TybICTac

aranap MeH KapblHOacTapbl, 49OU-TETH,
NNeMAHHUKTEP).




* AHOPUAOUHT — romo3nroTa caHbIHbIH

XOfapblnaybliHa anbin Kenegi xeHe
ayTocoMAbl-0OMUHAHTThLI HEMece
ayTocoMAbl-peLeccuBTi NaTonornansbl
GananapabiH TYbINY MYMKIHAI
XXOFapblnangol.

Mbicanpap:

VIXTno3 —HepoacTBeHHbIN bpak -1:1000000,
poacTBeHHbIN Bbpak — 1:16000;
Mukpouedanus — 1:77000, 1:4000;
AnbouHunsm -1:40000, 1: 3000.




 bakbinay cypakrapbl:

« Anfalukbl naTonornansik adpdoektepair
BapuaHTTapblH cUNaTTaHbI3.

* MucceHc-a@EKT AereHiMi3 He XXaHe
OHbIH cangapebl.

* [eHal aypynapabl cunartray
epeKLUENIKTEPIH aTaHbI3.



