Z
FEHIIK
AYPVJIAP

OPBIH/IATAH: PUHAP AJIMAC



TEHIIK AYPYJIAPIBIH KIKTEJYIHIH
3 NPUHIINAII BEJTLII:

1. I eHeTUKAJBIK — OApILIK aypyJiap

ayTOCOM/IbI- JOMHUHAHTTHI, ayTOCOM/IbI-PEIICCCUB-
T1, X-TIPKEC, Y -TIPKEC )KOHE MUTOXOHAPHUAJIb/I1
OOJIBITT OOJIIHE .

2. KIIMHNKAJIBIK — TYKBIMKYQJIAUTBIH KYUKE

aypyJapsl, SHIOKPUH/L, KO3 )KoHE T.0. bys reHaik
aypysaap 9pTypJil HHAUBUIATEPE SPTYpJIl
MYIIEJIEP1 3aKbIM A bl

3. [laToreHeTHKAJBIK — HET13I1 IIAaTOT€HETHKAJIBIK

3BCHOHBIH, 3aKbIMIaTybIHA OANJIaHBICTHI.



AJIFAIIKBI OHIMJEPIIH KbI3METIHIH
MAHBI3ABIIBIFBIHA BAMJIAHBICTBI TEHJII
AYPYJIAP BOJITHE/I:

1. DOuzumonarus - ((PEPMEHTTI1 KYMECHIH
TYKbIMKYyaJiaybl (DEPMEHTT1 )KYHCHIH ).

2. I'emorimoOuMHoOnmarus - (KaH aedexriiepi).

3. Kosutareno3aap— (KypbUIBIMOEI
aKybI3dapIbIH J€(EKTIC1).



4. bHoOXUMHSLJIBIK Ae(eKTicl
aHBIKTAJBIHOAFaH I'eH/I1 aypyJiap.

5. JIn3zocomanbai pepMeHTTIH
KETICIICYIILIITTHE OAMJIaHBICTHI aypyJsaap
(mu3ocomanbmal).

6. MuTOXOHAPMAJIB/I aypyiiap

7. Illepoxkcucomanbl aypynap.



JH3IUMOIIATUAJIIAP

OEHUJIKETOHYPUA
TAJTAKTO3EMMUA

2eMOTUMUKAIBIK AHEMUARA AJIbIN
KeJliemin oehekmi spumpouummep.



JH3UMOIIATUA BAPUAHTTAPDI:

1. KOMIPCYJIAPADBIH 3AT AVIMACYDBIHBIH AE®EKTEPI.

l'anaxTo3eMusi — JaKTO3aHbl KAOBLIIaMAyIIBIIBIK. AyTOCOM/IbI-
penieccuBTl aypy. CyTTe JaKkTO3aHbIH KypaMbl maMaMeH 7% Kypau/ibl.

JIakTO3aHBIH 3aT ajJMacyblHA JIAaKTa3a
(bepMEeHT1 KaTbICcaJbl, OJ1 JUCaXxapu/Tl
piabIipaTangel.  KelOip  agampapaa
JIAKTa3a KETKUIKTI CUHIIE3AEIMEN]I],
COHIILIKTAHIA CYTTI KaOwnUT 1Al
anMaiapl. JKaHa TysulFaH Oananapja
OWJI aypy aybIp TYp/I€ 1IITIH KEOylHE,
adapesFa KoHE cha3Mjapra  aliblll
Kenel.

CH,OH H20H

e gE ]

B-g I) cosndlc bond

Cxema Nel

Lactose (Galactose-f-1.4-glucose)



AMMHKBIIIKBLIIAPIBIH 3AT
AJIMACYBIHBIH JE®EKTEPI

OEHUJIKETOHYPUAI -
AYTOCOMAbI PEHECCHUBTI

KJIMHUKAJBIK KOPIHICI:
TPEMOP, ycTamMaiap, MUKpPO-
nedanus, omnay KaolIeTl
TOMEH, «THITIKAH UIC».

Cebe0i:
dDeHnnanaHUHTUAPOKCHUIIa3a
(bepMEHTIHIH >KETICIECYIILII-

r'HEH, (DCHUIAIAHUHHIH
TUPO3UHIE OTY1HIH OY3bLIbI-
ChIHA aJIbII KeJIe/].




JH3IUMOIIATUAJIAPIADBIH bBACKA TYPJIEPI:

JIunuaTepaiH 3aT aaMacybIHBIH AS(PEKTEpl
(chunroMnuao3aap)

ButamMuHIEp/1H 3aT aaIMacybIHbIH AC€(EKTEP1
(romoucTHHRYpHSI )

A30TTBIK HET13/IepA1H OMOCUHTE31H1H Ae(PEKTEPl
(cunapom Jlema-Haiixan)

['opMOHIapabIH OMOCUHTE31HIH Je(PeKTepl
(TecTuKyasApIBLI heMUHM3AINA )



I'EMOIJIOBUHOITATUAJIAP

1. Opak Topi3ai ;kacymaJjbIK aHeMHUsI - ayTOCOMIBI-PEIIECCUBTI aypy.
Ce0e01 - 3 MOoOMHHIH IT€HIHIET1 HYKTEIIK MyTarus. TponuKabIK
alimMakTa TapanraH. Co3bUIMalIbl aHEMMSIJ1a KOIITEI€H aCKbIHYIap
0OJIabl, )KYPEKTIH, OaybIpIbIH OY3bLIBICTAPhI Oap KOHE KOIITEICH

OpTY Pl HH(pEKIHUsIAP.




— ayTOCOM/IBI-PEIIECCUBTI ayPy, aybIPJIBIFbI
opTYpAl gopexkeneri anemus. Ceded1 — o HeMece [3 ITOOMHAIK
resaepaeri myrauus. JKiaik-MugaH ThIC OaybIp/ia )KoOHE
KOKOAybIpAaFbl KaH sKaCalyMEH CUMNATTaaa/ibl, HOTHXKECIHIE OYJI
MYIIIEIEPI1H ©JIIIEeM]1 6T€ KaTThl YJIFaubl keTeal. COHbIMEH O1pre

OpTY Pl HHPEKIUAIAP KOChLIA b,




— HET131HJIE
KOJIJIATCHHIH, CUHTE31C]Ty1 MCH
bIABIpAY JC(PEKTUIEP], JOHCKEPJICYIIII
yJHaJapablH HET13I'1 KOMIIOHCHTI
xaraael (MapdaH CUHIPOMBI,

2nepc hepMeHTTi KyiieHiH - JlaHIIo
CHUHJIPOMBI, TOJBIK €EMEC OCTECOTCHE3 ).



— aJaMHBIH JIOHCKEPJICYII1 YJINACHIHBIH
HET13r1 KOMIOHEHT1. CyHeKTepae KoHe
[EeMIPIIEKTEPAEC aKybI3abIH 60% -bIH, TEPIHIH KYPFaK
MACCaChIHbIH, TIC YJIIIAChIHBIH, KOHE
OarstaHbICTapbIHbIH 50-90%-bIH Kypanabl.
JloHEeKepaeyIl YIIaHbIH KEJIEC1 HEr13r1
KOMIIOHEHT1 — (pUOPUJIJIMH, KOII KbI3METT1 aTKapaThIH
aKybI3, )KaCylllaJIaH ThIC MATPUKCTIH
MUKPO(UOPHUIIAIH KYPBUIBIMABIK KOMIIOHEHTI OOJIBIII
TaOBLIAJIEL.



MAP®AH CUH/IPOMBI - AYTOCOMJBI-TOMUHAHTTBHI
AYPY, JIOHEKEPIEYIII YJIIIA AYPYDBI (0UBPULJIMH
TEHIHJIE MYTALUSA). KE3IECY JKULIITT: 1:10 000 - 20 000.

KiIMHUKAJIBIK KOpiHicTEp:

1. ApaxHogakTuiMs, O0MbI Y3bIH, asSKTaPbI
Y3bIH, OMBIPTKA Ac(popMaIusichl (CKOINE03),
IIBIFBIHKBI «TAybIK KOKIPEKT1», Mall Ta0AH XKOHE
OVJIIIBIK €T TUIIOTOHHUSICHI.

2. Ke3 Oypiiarel ©3repred, MUOIIHS
(OIM30PYKOCTH ), KO3/1H TOPJIbl KAOBIFBIHBIH
OeJIHY]1.

3. JKypeK KyMBICBIHBIH OY3bLIBICHI, Al

KaphIFbl ([MaxoBas Ipbixa).



J
i
g

PN §

Puc. 4.16. uarnocTudeckue kpuTepuy apaxHopakTMM npu cukgpome Mapdara.

Puc. 3.2. lecpbopmupoBaHHan rpygHas
KfeTka (KMuneBuAgHasa UIU «KKYpPUHaa»
rpyasb) npu cuiapome MapdaHa.




Puc 4.14. [lga Gpara. Cheaa HopNanumwuM
vaneroax 10 per, Cnpasi — S-Nerima mafins
C CHNOPOMON Mapdasd [CunmToMEL: NOQBLIY
RAX XPYCTansa (Od & OYKaX), SLICONSA POCT,
OTCYTOTUME NOJKCRHON XHPOBOW KNOTHATHM,
CRONKOD, ACDOPNILMA FMPYOMOR sNeTIe]




PHC, 415 KucTd v CTONB! 8 HOPME (CNERE) »

Non Svnapovwe Mapdawa {cnpanal.

Cypert Ne8




— ayTOCOM/IbI-
JOMHHAHTTHI, O1paK KeKHO1p Typiaepl ayTOCOMIbI-PELIECCUBTI
KoHE X-TIPKEC PEIIECCUBTI, JIOHEKEPJICYIII YIIIia aypybl. by
TC€HETHKAJIbl, ONOXUMHMSIIBI )KOHE KIIMHUKAJIBI OPTY Pl
JTOHEKEPJICYII YJINa aypybIHBIH TONTAPbI. 6-THUII1 aHBIKTAJIFAH.

Konnaren cuHTe31H1H OY3bUIBICHIHAH
TOHEKEPJICYII1 VJIMaHbIH ©6T€ KaTThl CO3bUIBIHKBLIBIFBI (O€T
Tepicl, IbIHTAK, TI3€, OyFaHa aiiMarkbl), KaHTaay.
bybIHaap — mbIHAMAK cayCcakThiH 90 rpagyckKa xKoHE OaH Ja
KOFaphl I'pajlyCKa MaMbICybl, T13€ OybIHBIHBIH 10 rpaayc koHE
OJ1aH KOFapbl rpaJ1yCKa MaubICYHI.



Cyper Ne9 | pororpadpmvs 60NMbLHOro ¢ CUH-

apomom 3Anepca—[NaHno (tun 3) ¢ BbiC-
TaBku (1885).




4.18. lNMoebiIWeHHAs PaAcTAXUMMOCTDb Puc. 4.19. MNMogbllueHHAass PACTSIXKUMOCTE
nuua, pyoust Ha noy. KO¥U Nojf KnioduvLen.

Puc. 4.20. Mepepa3rmbanme V nansua.

Puc. 4.21 MNepepa3rmbaHmne KoreH-
[\)
CypeT N_lo Horo cycrtaea. PySubsl B8 o6nacTu

KONMeéHHEBIX CYCTaroEB.




KacIia3 reHiHiH Je(eKTiCi.

IIBIFBIHKBI KO3,
KbLIN KO3, YCTIHI'1 €pI1H1
KbICKA, >KOFapFbI JKaK
CYHMET1H1H OY3bUIBICHI,

OMBIPTKACHI KUCalFaH
(nu30CTO3).

Cyper Nel1

Puc. 4.3. Cunapom KpyaoHa. Matb 1 ChIH.




NOHIBIK KAHAJJIAPIBIH, PEHENTOPIAPIBIH )KOHE
KYPBLILIMABIK AKYBI3IAPIBLIH JE®EKTEPIMEH

BAUJIAHBICTBHI, AYPYJIAP

MyKoBUCHUA03AbIH ce0eli (KucTo3abIK (huOpo3) - TachIMaJIAayIibl KbI3MET
arkapatrbiH CFTR (cystic fibrosis transductance regulator) aKkybI3bIHBIH
Ae(EeKTIC1 ayTOCOM/IbI-PEILIECCUBTI APy, KaHa TybUIFaH HOPECTEIEP/IEC KOPIHY
xkuimiri 1:2500, AyTocoMabI-perieCCUBTI.

MyKoBHCIIH103 KE€31H/1€ OYJI aKybI3 KaCyIIaHbIH [IUTOIIA3MachlHAA KaJlajbl,
KaJIBINTHI JKaFaan1a Oy aKkybl3 Iiia3MaieMMara OpHaiacybl kepek. Herisri
CHMIITOMBI: ThIHBIC aJTybIHBIH KMbIH/IAYbl, K11 aybIp YHUKbI 0€31H1H ObLIIIBIpAKKA
(cnu3b) ToFaH peCHUpaTOPIbIK MHGEKIUIAPHI, (TaMaKThIH KOPBITHLTYbIHA
Kkesiepri 001asb1). bapiblk cHMITOMIAp aF3aHbIH O€3/IiK JKacyIlagapblHbIH KOHE
AK30KPHUHAIK 0€3/1€p1HIH OY3bUIBICH], HOTHKECIHIE KYPaMbl ©3r€preH Koo
TY31HaUIep (cexpet) OeiHe .



Carbohydrate
molecule

Plasma
membrane

Abnormmal
membrane
protein

Cypet Ne12




Cystic fibrosis (mucoviscidosis)

Severe progressive disease of
the bronchlal 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% , Cyper Ne13

MYKOBHUCIHN /103
EBponamga 1:2500, an Adppukana - 1:100 000



Cyper Nel14

AXOHIAPOIIJIA3ZUA
AyTOCOMIBI-JOMUHAHTHI aypy,
(puodpobdIacTapbIH 6Cy
(haxTOpBhIHA Kayall OepeTIH
peLICITOPABIH Je(EKTICI.



JKuimir: 1:100000. Cyiiek
KYMECIHIH aypyhl, IEMIPIICK
VJIIIachl JaAMYBIHBIH aHOMA
JUSICBI, 9CIpECE PIUPU3IC
(1K1 cekpenusiiapaa), asak
KOJI )KOHE JICHEHI1H, IIPOIOP
IMAOHAJILI1 EMEC KaTbIHACHI,
OOWBI ajtaca, 031HI1K OET
onneti. Opraiia ofenaepaiy
OOMBIHBIH Y3bIHJBIFEI — 124cM,
ai1 epkekrepae — 131 cm

KeHwmHa ¢ axoHgponnasneun.




BYJIHIBIK ET IUCTPO®UACBI HEMECE
MHUOITATHUSA JIOIIIEHHA
X-TIpKEC PELECCUBTI aypy, yi Oananapaa kezgeceal (1-9
KacTa).

KJnHMKAaJBIK KOpiHicTEpi:

KU1 KYJ1ay, KYHPEK KYPICT1», asKThIH OaIThIP €T
TUOEPTPOPHUACHI, COHbIHAH CaH OYJIIIBIK €TI1HIH, KOJI UbIK
KOHE skaMmOac OenaepiHiH arpo(usiAChl, MHTEIICKTIH
TOMEH/EY.



Cyper Nel7

NceepnorunepTpocdusi MKpo-

Pwuc. 4.29.

Puc. 4.31. TpygHoOCTU Npv pacnpsiMrne-

MM nocJyie HakKinoHa.

Nel6

Cyper
4.30.

Puc

HOXHBIX MbILL
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aTpodmAa BefpPEeHHBIX MblLL,

HOXHbIX Mbiwl




Puc. 4.9. Bpoxpénran opma Puc. 4.10. B3pocnas naumeHTka ¢ MUOTOHMYECKON AK-
MUOTOHUNECKON ANCTPOGMM (Mbl-  CTPOUEN (NT03, cNaboCcTb NMLEBLIX MbIlWL, aTpotus
WeYHan FUNOTOHMUA, AMUMUYHOE KEBATEMbHbLIX MbIWL).

nuuo, poT TpeyroneHon dop-
Mbl — «MUOTOHUYECKOE NNLOY). -

— ayTOCOMbI JTOMUHAHTTHI aypy.

QJIC13 OYJIIIBIK-ET, KaTapaKkTa, KYpeK
apUTMHUSICHI, KACKAJIBIK, OMJIay KaObLIETI TOMEH S/ 11, KOJIIAPbIHBIH OVJIIIBIK €TTePi, TUTIHIH, )KaKTapbIHBIH
THIPBICYIAPHL,OYJIIIBIK €T KaCyIlIaJIapbIHbIH 1CIHY1, COUIIEYKaHE KYTY Oy3buibicTapshl, 50-60 xacTa enaiMre
okeneni. Kepiny xwuimniri 1:10000.



HEPB KYHWECIHIH KOIIKYHUEI1 aypyHhl.
[IIeTkep1 )koHE OPTAIBIK HEPB
KYWUEIEPIHIH NaTOJIOTHUSIIBIK
IPOLIECCL.
JIMarHoCcTruka KOUbLIAIbl, ETEP:

AIIBIK KOHBIP TYCTI IMTMEHTTI
RIERAT U7 el 1A KTap Helipodubpomanap AeHeHR
p——— 1 Ke3-KEJIT€H »KEeP1H/Ie Iaiaa 0oJica.
HeitpodhunOpoMHBIH caHBI OIpHEIIIe
MBIHFa JICH1H keTeal (caimmarbl 15
KI-Fa JICH1H).
Kuumir: 1:3500-4000.

Puc. 4.6. MHoroumMcneHHblie HeMMpodmno-
POMII pa3HiIX pa3mMepoB Yy MY>X4UMHBLI C
HenpodmpmGpomaTozom 1-ro rmna.




HA3APJIAPBIHBI3FA
PAXMET!



