MYTAIIUSA JKOHE
MYTAIIUSA TYPJIEPL.

OPBIHIATAH: PUHAP AJIMAC
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MY TAIUSJIBIK
O3'EPTIIITI

AKbUIbl TOJUIAHAUSIIBIK OOTaHUK X .Jle-Dpu3 myTrauus Typasibl
yFeIMABI  (JIaThIHINA “mutatio”-e3repic) eHrisai;

Ecexkimen (3HOTEpa) 6CIMIITIHIH KeO1p OCAT1IepIHIH KaJbINThI KaFdali aH
aybITKUTBHIHBIH YKOHE OJapAbIH TYKbIM KyalalThIHIbIFBIH OalKaIbl.

3eprreynepain HeridigAae 1901 xpuibl “MyTalMsAIbIK TEOpHS~ ST aTalaThiH
€HOET1H JKapusiiabl.




MYTAIIA
¢

~ byJI reHeTHKaJIbIK MaTepruaIiblH TYKbIMKYyajay ©3repicTepi.

- EH 1pl1epl- XpoMocoMaap CaHblH ©3repTe/;

~ EH ycakrapsl- JIHK-AaFel HyKIC€OTUATEPA1H )KYHECIUIITTH
e3reprel.



MYTALUS-BAPIBIK TIPI AF3AJIAPFA TOH
KACUET

DBOJIOLUSIIBIK JaMy OapbIChIH/IAa aF3a Ja KaJbIITaCKaH
YHJIECIMAUIIK OY3bLIabl 2KOHE MbIHAAAK MyTalUsiIap 001abl;

1.  3usSHABI MyTalMA-TYKbIMKYyaJiay KACUETTEPIHIHIH 63Tepyl
TIPIIUIIK OPEKETIH HallapiaaTaibl.

2. bBeliTapan MyTanus-TIPIILTIK Yz[eprelez[e GBFCPIC
OoJIMaiiAbl HEMECE ASJI OChI OpTa JKarJainaphiHaa MOHCI3
OoaIkL;

3. Ilaiigaanl MyTanusi- ©3rCPICTCH aF3aHbIH KaH 1ai 1a 01p
KACHETIHIH KaKcapybl Oaiikanabl;

4, Ouariprim MyTamusi-ar3aHbl €JITIpII K10epe/l.

Mymayusanapoviy cebenmepi mymaceHoik paxmopnap Hemece
MymazeHnoep.



MYTATEHJIE

BbUOJOI'UAJIbI

OU3SUKAJIBIK XUMUAJIDBIK K

['eHoma MmyTanus
TYIAbIPAThIH BUPYCTAP

PaanoakTuBTi Konxuiius, STUJICHUMUH, MEH KapamanbiMaap
CoyJIenep, HUKOTHH KBIIIKBIIbI Kacyiagarel 3aT aaMacy
yIBTPAKYJIT1H OTe )KOoFapbl MPOILIEC] KE3IHIE
coynenep, na3ep KOHIICHTPaLMsIIaFbl KEHO1p TY31JIETIH BIIBIpAy
Coynelep, JKOFaphl repoOuIuATEp MEH OHIMJIEp1 MEH aF3ara
HEMECE TOMEH NEeCTUIUATEDP A€ MyTallHs TaFaM apKbLIbl KEJIiIl
TeMmIieparypa. TYJBIPAJIbI. TYCETIH 3aTTap aa

MyTareHAa1K KacCHueT
OoNaIbl.



MYTAIMSIJIAPIBIH
MAHBI3BI

= Tipl arzajiapra KaHa canajap MeH KaCHeTTePAiH KOPiHicC
OepyiHIH KaJIFbI3 KO3i;

= QOuiap TaOuru ’xK9He KOJAAH CYPbINTAYJIap YUIiH Heri3ri
MarepuaJ depei;

» [laigaasl MyTanusijiap Ta0UFU CYPbINITAYMEH CAKTAJIbII
KaJIaJbl KOHE OPHbIFa/Ibl;

= YpimM-OyTaKkTap KarapbiHaa OipTiHAen )KUHAKTAJYbIHAH
03/ICPiHIH aTa TEKTEPIHEH epeKIleJICHEeI|.



MYTAIUSFA YIIBIPAUTBHIH
KACUETTEPI

OU3NOJIOT UAJIBI | MOPDOJIOT USAJIBI

BUOXNUMUSAJIBI
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MYIIE

KYMBICB  KYPBUIBICBHIHBI o VULIBI

Y IEPICTEPIIH
O3 EPVYI

KYUIHIH H ©3Tr'EPVYI
O3I'EPVI




MYTALIUS

IuTormias-

XPpoOMOCOM-IbIK I'enoMIBIK
MAJIBIK

1. 1HK-aa¥bI
HYKJICOTUATEPAIH
OPbIH aybICYbI
*Tpanzuyus 1. Dymiaounaus
*Tpanceepcus (monurIOn M,
2. Ecenrey -jepain o AfSTETme ay TOILTOM 1S,
N 2. Eceneny S e IlnasmoreH-
H Kﬂeomgdme & Errepay TIJIOTHS ACPIN o3Tepyl
Y P 4. TpaHclIoOKamus
O0eoyusiiapbl ranrIou Ius )
*Hyxneomuomep 2. AHeymwjiouaus

eHoipmeci




FEHIIK MYTALIASA- TEHIEPITH
MOJIEKYJIAJIBIK KYPBIUIBIMJIBIK

O3I'EPYI
HET'I3I'T CEGEIITEPI

~ JIHK MomexynacbiHAaFbI O€IrLil 01p HYKJICOTHUATIH TYCIIT KaJIYh;

~ HyxieotuarepTin HEMECE TPUILIETTIH OPbIH AJIMACYbI;
~ bip HyKJICOTHATIH AyTUIUKAMSIIAHYbI;
~ bip HyKJICOTHATIH OpHBIHA OACKAa HYKJICOTH/ITIH OPHAIACYBI.

(A-I" aybICTBIpBLICA, O1p KOACHIH KYpaMbl ©3repe/Il.HOTUKECIHIE
AMHUHKBIIIKBULIAPABIH OPHAJIACY KYWEC1 OY3bLIa/Ibl,, alIMacy
OpEKETTEP1, aF3aHbIH OMOJOTHSUIBIK KAaCHETI, TIPIILIIK KaO1JIeT1
HallrapJianbl.)



AJBBUHUNU3M , PEHCI3/IIK (s1ar. andyc — ak)
— OpraHU3MHIH 631HE TOH TYCIHIH KOFallybl. ATbOMHU3M —
PELICCCUBTI I'eHre 0aiaaHbICThl TYKBIM KyaJIalThIH OCIITI.




NXTHNO3 (ichthyosis , 6anbik KaObIpIIaFkl, KOJTHIPAYbIH
Tepicl, UXTHO3) - TepiHIH ayMaKThl MYHI3reKTeHy1 (Myiii3
KaOaThIHBIH KaJbIHAAYbI ).




«MBICBIKTBIH AUKAUBI» cuaapoMs! 5-mi
XPOMOCOMaHbBIH KbICKA MBIK (DparMeHTIH1H (00IMaybIMEH )
OalJIaHBICThI XPOMOCOMAaHbIH OY3bLITYbI.




YUWIBAMC CUHAPOMBI - reHeTUKANIBIK aypy, 9pTYPl TYJIFaHbIH
JaMy aKayJdapbIMEH CUITaTTaJIabl, )KYPEK-TaMBbIp KYHeECl, TIPEK-KUMBbLI
YKOHE OPTAJIBIK YKYMKE JKyihecl. byl skaraaliblH Oeiriaepl TOH KOPIHIC
OoJ1bIT TaObIIAbI («3Ib( O€T1» ), OVIIIIBIK €T TMIOTOHHUSICHI, aKbLI-
1apacarThiH TOMEHJICY], )KYPEK aKayJapbIHbIH )KOHE KMH/IIK IIEJICKTIH
)I(I/IiJIiI:iH apTThIpY.
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HAYH CHHAPOMBI (21 xpomocoMaHbIH TPHUCOMMUSICHI )
— 21-xyI XxpomMocoMaiaapibiH KaJbIIThI €K1 KOITIPMEHIH
OpHBIHA 3 KOIIIPMECIMEH (TpHUCOMMS ) KOPIHETIH
TCHOM/IBIK, aTOJOTHSIIAPAbLIH O1p TYpl, COHIBIKTAH aJaM
KapHOTHII KaJbINThI 46 XpoMocoMa OpHbIHA 47
XpOMOCOMaJiaH Typajbl. bEpUIreH CMHAPOMHBIH O0acka 2
dopmacel 0earui: 21 xpoMocomaHbIH 0acKa
XpoMoOcCoMaapra TpaHCaoKausacel (kul 15, cupek 14, ote
cupek 22, Y xpomocomara) - 4% xaraaiijia, CHHIPOMHBIH
MO3auKalbIK HYCKackl — 5 % kargaiija Kke3aecenl.



JTAYH
CUHJIPOMBI




byt aypyabst 1960 xbuibl Jk. DaBap/ic alkbiHamn TankaH, oHbIH xkuu1iri 1/4500 nex
1/650 re netiin 60onaasl. bys aypymMeH epiiepre KaparaHja siieijiep KoOipek aybipaibl.
byn - ynbananapasiH SMOpHUOHAIABIK 1aMy KE31HAE HE OMIPiHIH aIFalliKbl
anTajapbIHa KOITEeN 111 KaJIaTbIHABIFbIH KepceTeal. by aypyabiH Her13ri
curarTamajiapbiHa MbIHAJIAP YKaTajibl: HOpECTeJIep/iH caiMarbl oTe skeH (2340 rp),
OoMJIaphl KIIIKEHTal 00JIybl, HEKTEP1 TETIC, )KaKTaphl Halllap JaMbIFaH, Oac cyiieri
KIIIKEHTaM, KyJIaKTaphl KINIKEHTal koHe 0ac cyiierine TOMEH/Ie OpHAIACKAH,
TYMCBIKTaphl HIBIFBIHKBI KYCTYMCBIK 00J1bIM Ketyi. [1To3, k30 TaibM, STTUKAHT
JaMbIFaH, Ke3JAepiHIH MOJIIIP KaObIFbIHBIH OVJIIBIPIaHybl, KOPY HEPB JUCKICIHIH CEMY1
CUSIKTBI KOpy MYIIEIEPiHIH MYKICTII alKbIH OaiiKaJbIi Typaabl. Ko caycakrapbl oTe
V3bIH HEMECE KbICKa 0O0JIBII, 2-5 caycaKTaphl €peKiiie OpHaIacKaH 0oiaibl.
TaGanaapsiHbIH MHilIiHI ©3repel. ZKypeK-TaMmbIp KyieciHiH, OyHpeKTepiHiH MYKICTIT1
Oaitkananbl. Epecek xacka >KeTKeH OajiaiapiblH aKblUI-€CTEPIHIH KEM 00IaThIHIbIFbI
OailkasiFaH. DBapAC CUHAPOMBIH HOPECTE TyFaH Ke3jie Oaia »KoJi1achlHbIH (IJIOLEHTA)
KIIIKEHTEW OO0JIYbI )KOHE JKAJIFbI3 KIH/IIK apTePUSsICHIHBIH 00Tybl apKbLIbI KyH1 OYpPBIH
aHbIKTayFa OoJabl.






KJIAUH®EJBGTEP CHUHIAPOMBI ep agamaap/ia Ke3/1€CeAl )KOHE OJ
KOChIMIIIA X JKbIHBIC XPOMOCOMACHIHBIH 00IybIMEH cunarTajiaabl. OHbIH
opraiia xuuiri 1:500-re TeH. byl cHHAPOMHBIH HET13T'1 CUIlaThIHA
MBIHAJIAPAbI KATKbI3yFa 00JIadbl: OOMIaphl 6T€ Y3bIH, UBIKTAPHI Tap,
Oekcesepl KeH, OWIIIBIKETTEP1 HAlllap JaMbIFaH, aCTCHUK HEMECE OTEK
(mimrinreH agam) TUnTec 00JbIN Keneal. berTepinae koHe
KOJITBIKTAPbIH/Ia MAPABIMCHI3, 6T€ CUPEK TYKTEP1 0071a/1bl, aJl KaCaFraHbIH
TYKTEp1 diieiiepre yKcac 007aibl; 0JapablH YT KOIJaphl CEMII
(arpodus) KaaraH, CiepMaTOreHe3 Oy3bUIbII OeAey OO0JIBII KeJIeI].
AKBUI-€CTEP1 KEMICTEY, ©T€ CEHT1II, KOHLI-KYH1 T€3 ©3TEPriill, Kbi30asay
Oosazpl. KimaiH(enbTep CHHAPOMBIMEH aybIpFaH agaM1apablH
JAepMaTONIM(PUKALIMSICHI 003Tr€PreH — KOJI cayCaKTapbIHbIH OPHETIHIE
aoraap >Kyl K€3/1€ClIl, KbIpJIap - CaHbl a3asiibl.
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HA3APJIAPBIHbI3T A
PAXMET!




