I eHeTHUKA YesT0OBEKa

Jdexnug 4.
HacJieacTBeHHBIE 3a00JI€BaAHUS
4eJIOBEKA, KIaCcCU(PHUKALIUS

JloBuHCKkasi AnHa BiiaaumMupoBHa,

PhD, kadeapa MosiekyJaapHOA
OMOJIOrMH ¥ TeHEeTHKH



H&CJIGI[CTBGHHBI@ OOJIC3HU U CUHIPOMBI - 3TO
IMATOJIOT'MYCCKHUC COCTOSAHHA, B OCHOBC KOTOPBIX
JICKUT HU3MCHCHHC HACJICIACTBCHHOI'O MAaTCpHaJid

(MyTanus).

BpO)KI[CHHa}I [IATOJIOTHUSA MOYKET OBITH BBLI3BaHa HE
Terpaamenus
TOJIBKO MyTallusaMu, HO U OAHHUMHU AKTOpaMu
. ytan ’ a (1) P (myTanus B rene WNT3)
BHCIIHCH CPCIbl, KOTOPBLIC IIOBPCKAAKOT IIJIOI
(XpOHUYECKAsT BHYTPUYTPOOHAsT THIIOKCHS ILIOJA,
3a7Iep’)KKa  BHYTPUYTPOOHOIO pa3BUTHA ILI0AA,

BHYTPUYTPOOHBIC MH(MDEKIIUH, TPABMBI U T.1.).

BpoxaenHsie 0oe3Hu # HacneacTBeHHbBIE 00JI€3HU "3'
dokomenusa

(mpueM TaTuI0MHUIA)



I eHeTHYeCKas KiIacCH(PUKAIUA

MOHOT'€HHEIE
I enHbIie

MOJIUTE€HHBIE
(MynbTU(AKTOpHATBHBIC)

KOJIMYCCTBCHHBIC aHOMAJINHU

(T€HOMHBIE MYTAI1H)
XPpOMOCOMHBIE

KaueCTBEHHBIE (CTPYKTYPHBIC)
aHOMaJIUH

Hacnencrsennas

MaTOJIOT sl
aKTUBAIlUsl OHKOI€HOB (PETHHO-

OsacToMa, ormyxoJib BuibMca)

['eHeTnueckue O0NE3HU CIIOpAJUYECKUE CITydau
COMAaTUICCKUX KIICTOK BPOKACHHBIX IIOPOKOB PA3BUTHSI

AYTOMMMYHHBIC ITPOLCCChI

bosie3Hn reHeTnueCcKon I10 TPYIIII€ KPOBU

HECOBMECTUMOCTH MaTepHu
U TUI0a 10 pe3yc-(hakTopy




I eHeTHYeCcKas KiIacCHPUKAIIUASA

I 'ennbie

(MynbTH(AKTOPUATBHBIE)

MOHOI'CHHBIC

ITOJIMT'CHHBIC

ayTOCOMHO-JIOMWUHAHTHBIN THII
I 2y TOCOMHO-PELECCUBHBIN TUII

X-CIHETUIEHHBIA TOMUHAHTHEINA TUTT

X-CHEIUIEHHBIN PEIIECCUBHBIN THI

Y-clieruieHHbIN TUIT
MHUTOXOHAPHUAJIBHBIN THIT

MOHOIr'eHHas (hopMa
(1 ren+HECKOIBKO CIEIUPUIECKUX
BHEITHECPEAOBBIX (haKTOPOB)

noJureHHas popma
(HECKOJIBKO T€HOBTKOMILIEKC
BHEITHECPEAOBBIX (haKTOPOB)




KianHnuyeckasi kjiaccupukanus

Puia Apana-liowens, gncrpadiem Boaezum c MopameHnem 3abonepaHuA C
weE-5atrena, Quowena MBIUEHHOW CUCTEMGI nopamenuem HEPBHOW

CHCTEMB

Boaezsu ¢ nopaseHUeM
CE PAEHHD-COCY'&HCTOM boagzHM C nopamseHeaM

CHUCTEMbI KOCTHOM CUCTEMEI

3afioneBaHna C NopaMeHne BoAezHM C nopameHrem
KOMW OPTAHOB 3PEHMA

3aboneBaHMA C NOPAMEHWEM BoAEZHM C NOpameHnen
MO4YENOADBOW CUCTEMGI OPFTAHOB AbIXAHWA

Boaeznm c nopaseHueM

AAKOTEHO3b, MYFOENCLIMADS OPTAHOB MULULEBAPEHWA Marorerna KPOBU

CaHApoN ANSNORTE, FAYKOHEMOTE Boaeanw C nopameHueM Mepanutbie

ceHapous TIsHapaaa, Ywsepa OPTAHOB CAVYA MMMYHOAEQMUWTHI

ANTLONHN3M Jluctpodus romeHa

HElpOdBpOWATOS,

SR AHCONEZHE

NEroHHLIF AMEEEOARDHEN MUKROAKTIE

MPCOEMCUHEDE, CHHApoM KSpTarexsp

=)




FEHHESE

no xapakTepy
HM2MEHEHWA reHOTHUNA

A DA O b

FEROMHL

JOMFHIHETHES

md NpoRABAEHMHD B
rerTepozuroTe

PEUECCHEHEE

Mo CTENEHN OTHAOHEHWSA OT
HOPMaABRHOTO deHoTHNE

no XapaKkTepy WZMeHeHUs
deHoTna
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NOBEZEHYECEAE

CNOHTIHH

mo YyohoBMAM BOZHMKHOBEHMA

HHI A ROEIHHEIE




Tunsl MyTanum ¥ UX MOCJIEACTBUS

Tun myrauui

XapakrepucTuKa

IlocaencTrBus

I 'enHbIE

MousiexyssipHbie
U3MEHEHHUS B TEHAX

HapymeHnusi cuHTe3a epBUYHBIX
IPOJIYKTOB T€Ha

['eHHBIC O0JIE3HU
MynbrrdakTopruaibHbie 00JI€3HU

XPOMOCOMHBIE

Hapyiienus B cTpykrype
OTAEJIbHBIX XPOMOCOM

CylleCTBEHHBIC HAPYIICHUS
OpraHoreHesa

JletanbHbie 3P DEKTHI
XPpOMOCOMHBIE 00JIE€3HU

I eHOMHBIE

HN3mMeneHnus yncia
XPOMOCOM HJIA YHCia
HaOOPOB XPOMOCOM

I'myOokue HapyIIeHHs
SMOPHUOHATIBLHOTO Pa3BUTHS
JletanbHbie 3P DEKTHI
XPpOMOCOMHBIE 00JIE€3HU




dakTop
OKpYy:xaruen
cpenbl

JKOreHeTH4YeCcKue 00Je3HU

I[MpoBouupyromui

(paxTop

I'eHeTnyeckn
AeTEPMUHUPOBAHHbIEC
CHUCTEMBI

IHaToaornueckas
peakuus

Kaumar

CoHeuHas
paauanys

DepMEHTHI penapaluu
JTHK

M3bsIBICHUS KOXKU,
pax

[Ipon3BOACTBO

Kpacurenu
OEH3UIUHOBOTO

psna

Anerunrpancdepasza

Pak moueBoro
ITY3bIpsi

bpITOBEIC
BPEIHOCTHU

AJIKOT0JIb

ANBIETUIIETUIPOTE-
Hasa

ITaTomornueckas
YyBCTBUTEJIILHOCTD
K aJIKOTOJIIO

dapmaxosornye
CKHE IIPEnaparsl

MuopenakcaHTbl

[IceBnoxomuHacTepasa

OcTa”HoBKa
TTBIXaHUI

[TutmeBrie
MIPOJIYKTHI

MoJ1ioko

JlakTasa

Henepenocumoctu
MOJIOKA




Cnacuoo 3a enumanue!



