Anudemuosio2ust u namoa2eHes

uxmuo3a. Knaccugpukayusi

Beimmosauna: crynentka 4x lrp nen daka
\ AmuxmMuHa AHHaA




UTo Takoe nxtmno3s ?

® Vxmuos (om cpeu. 1chthys-puiba) — zpynna
HACAe0CMBEHHbIX 3a001e6aHULL KOJHCU,
xXapaxmepuzyrouuxcs oughgy3uvim HapyuieHuem
KepamuHuzayuy no muny cunepKepamosd.

® lxTHo3 npeacrapisieT cOOOM I'pymily AepMaTO30B,
XapAKTEPU3YIOIIUXCS HAPYIICHUEM OPOTOBECHUS,
KJIMHAYECKHU IIPOSBISIOIIUMCS YTOJIIEHUEM POTOBOIO
CJI0S SIUJAECPMHUCA, CYXOCThIO KOYKH, BBIPAKCHHBIM
HICTYIIEHUEM, IIPU PSIJE COCTOSHUN BOCIAIMTEIILHOU
peaxkiuer U 00pa3oBaHUEM ITy3bIPEH.







ANMoemMmnosorns

® PacrpocTpaHEeHHOCTh PAa3IMYHBIX (POPM MXTHO30B B
MONYJISLAN COCTABJIAET: BYJBIapHOI0 UXTHO3a —
1:250 (cpenu noppoctkos) u 1:5300 (cpenu
B3POCJIOrO HACEJEHHUs); X-CHEMJIEHHOIO UXTHO3a —
1:2000-1:9500, Goneror ToaLKO ITUIA MYKCKOTO
110J1a, JIMIIA JKEHCKOTO I10J1a ABJISIOTCS HOCUTEIISAMU;
mactuayaroro uxrrosa — 1:200 000-1:300
000; Bpoxmennoii OymIe3HOH UXTHO3U(OPMHOM
SPUTPOIEPMUN U UXTHO30B, COYETAIOLIUXCS C APYTroh
cunapomansroil naronorueii — 1:300 000.




OTNOIOrMA N NnaToreHes

® Bynvzapuwiit uxmuos (CuH.: BylnbrapHblii ayTOCOMHO-
JIOMMHAHTHBINA MXTHO3, OOBIYHBII HXTHO3) XapaKTepH3yeTcs
ayTOCOMHO-/IOMHHAHTHBIM THUIIOM HACJICIOBaHUS, C HETIOJIHOM
MIEHETPAHTHOCTHIO U BapuaOEIbHON IKCIPECCUBHOCTHIO.
OCHOBHOM I'€HETUYECKH O0YCIIOBICHHBIN NE(PEKT — HAPYIIECHUE
IKCIPECCUU OeJIKa KepaTOrMaJIMHOBBIX IpaHy/l NpoduiarrpuHa.
OGHapysxeH moauMophu3M reHoB Ha xpomocome 1q22.
UnenTuduuuposansl MyTanuu B rere npopunarrpuna (R501X
u 2282del4). He uckmoyaercs BO3MOKHOCTb BOBIEYEHHS
HECKOJIbKHX T'€HOB, OJMH M3 KOTOPBIX BIUSET Ha IKCIIPECCHIO
npodunarrpuHa. Jledbumur dhumarrpuHa IpUBOAUT K CHIDKCHUIO
COJIepKaHUsI CBOOOTHBIX aMHUHOKHUCJIOT B POTOBOM CJIOE
AMUJACPMHUCA, CTIOCOOHBIX yAEPKUBATh BOIY, UTO
00yCIOBIMBAET MOBBIMICHHYIO CYXOCTh KOXKH OOJIBHBIX
BYJIbrapHBIM UXTHO30M.




Puc. 1. BynkrapHsi uxtnos




® X-cuennennwtii uxmuo3 (cun.: X-cleraeHHbIH
MXTUO3, YEPHEIOUI UXTUO3) XapaKTepU3yeTcs
PELIECCUBHBIM, CIEIUIEHHBIM ¢ X-XpOMOCOMOU TUIIOM
HacieaoBaHus. | eHeTndeckun 1e(eKT — MyTalliu B
I€HE CTEPOMIHOM Cylb(arasbl, C JIOKYCOM Ha
Xp22.32. lepumur nannoro ¢pepMeHTa MPUBOIUT K
OTJIO;KCHMIO B DIIMACPMHUCE N30BITOUYHOIO KOJINYECTBA
XOJIECTEpHUHA Cylb(arTa, IIOBBIIICHHOMY CIECIICHUIO
POTOBBIX YEIHIYEK U PETCHIIMOHHOMY THUIIEPKEPATO3Y.




Puc. 2. X-cuenneHHbIM UXTUOo3




® ITnacmunuamotii uxmuo3 (CHH.: TaMeJUIIPHBIN
MXTHO3, KOJIJIOIUEBBIA peOEHOK, cyXas
MXTUO3U(OPMHAS SPUTPOIECPMUS) MOKET
HACJIEJOBATLCA KaK ayTOCOMHO-PELIECCUBHO, TaK U
ayTOCOMHO-JIOMHUHAHTHO. B psze cirydaes
0OHApYKUBAIOT MYTallU T€Ha, KOAUPYIOLIEro
(GepMEHT TpaHCITTyTaMUHA3y KEPATHHOLUTOB
(xpomocoma 14qll), uro mpusomut k nedexry KIeTOK
CTPYKTYpBI POTOBOTO CIIOS.




Puc. 3. JlamennapHbin MXTHO3

N /




® Bpooscoennasn oynnesnans uxmuosug)opmuan
spumpodepmus (cun.: spurponepmus bpoxa,
MXTHO3U()OPMHBIN SMHICPMOIUTHYECKUM
TUIIEPKEPaToO3) — ayTOCOMHO-IOMHHAHTHBIN THII
HACJIEAOBAaHUSA IIPOCIIEIKUBACTCI IPUMEPHO B
IIOJIOBUHE CJIY4aeB. B OCTAJIbHBIX Clydyasix B
POAOCIIOBHBIX HMEIOTCS TOJIBKO IO OJHOMY IMPOOaHIY




Puc. 4. xtnoandopmHan BpoXaeHHas 3puTpoaepMus




® Vxmuo3 nnooa (cuH.: «mox ApiaeKuH», KEpaTo3
BPOKJICHHBIN, UXTHO3 BHYTPUYTPOOHBIN, THIIEPKEPATO3
YHUBEPCAJIbHBIN BpomﬂeHHLIﬁ% XapaKTepus3yeTrcs
ayTOCOMHO-PELIECCUBHBIM THUIIOM HACJIEIOBAHUS C ITOJIHOU
MMEHETPAHTHOCTHIO TE€HA, SKCIIPECCUBHOCTb — OT CPEIHEN
TAKECTHU JI0 TAXKEIBIX KIIMHUYECKUX MPOSBICHUM.

® /Ipy2oit éporcoennsiii uxmuo3s (6porcoennas
HeOyne3nan uxmuosugopmuan Ipumpodepmus) — B
JAHHYIO TPYIITY BKJIOYEH PsIJil CUHAPOMOB, BKIFOYAKOIINX
MXTHO3 KaK OOWH U3 CUMIITOMOB: CHHApPOM HereproHna,
cunzpoM Pyna, cunapom lllerpena-Jlapccona, cuaapom
FOnra-®orens, auHeapHbIi orudaromui uxTno3 Komenns.




Knaccuukaums

® OOWIENPUHATON KIMHUYECKON KJIaCCU(PUKALNU HE
CYIIECTBYET.




Cnacubo 3a BHMMaHue!




