Genetickd onemocnéni
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genetickA informace:

PREDAVASE VYKONAVA FUNKCI




Monogenni
jeden gen = jeden znak
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Jeden gen - jeden znak ”ﬁi\)\

dédi¢nost recesivni

Laktozova intolerance
Laktéza — sacharid mléka

Geneticky podminéna nedostatecna aktivita
enzymu laktazy; bunky vystelky tenkého

stfeva
Travici potize v disledku neresorbce laktozy

Mutace — regulacni oblast genu pro laktazu

(MCM®6, 50kb, chromozom 2)
PAvodni fenotyp — intolerant CC

Intolerance X alergie

Celiakie W oo

Autoimunitni onemocnéni

Lepek — gluten (pSenice, Zito, jeCmen,

oves)

— autoimunitni reakce, lymfocyty
produkuji protilatky - zanét sliznice

tenkého streva

Atrofie, poskozeni sliznice

Genes on

HLA-DQAT
@ transcription Achain r
chromosome 6 HLA-DQ receptor protein

—-
HLA-DQB1 translation B Cm

There are a range of possible HLA-DQ protein types, from DQ1 to DQ9, that
are located on the surface of cells to act as receptors of antigen molecules.

gluten
HLA-DQ variants J _— fragment
(not all shown) 1 1
HLA-DQ1 HLA-DQ2 HLA-DQ4 HLA-DQS

HLA-DQ2 and HLA-DQ@8 bind gluten peptide fragment more strongly and
can trigger an immune response more easily



JEDEN GEN = JEDEN ZNAK

DEDICNOST DOMINANTNI

Leidenskd mutace

Mutace v genu pro hemokoagulacni faktor V
Porucha srazlivosti krve — zvySena — trombofilni stav

e Zameéna jednoho nukleotidu - zaména aminokyselin -
naruseni kaskady déju (rezistence faktoru V k proteinu C

— potrebny pro degradaci dalSich faktor() Cévn tromby

nasténné srazeniny - tvorba na nesmacivé, poskozené cévni sténé

* Aariziko Zilni trombdzy 1T 5-10x, AA 80x




Angelina Jolie, inherited breast cancer and the BRCA1 gene

Category: Science blog @ May 14, 2013 Henry Scowcroft
Updated 240375 In the lght of Ahgeling Joile Pitt's
ahhouheement she has decided o have her ovaries removed as
well — see helow

Popular post

. . . . Most read toda
The news today is full of reaction to US actress Angelina Jolie's

decision to hawve surgery to reduce her chances of breast

Cancer. Don’t believe tl

persistent cane

she made this difficult decision because, having lost her mother ] . l .
Actress Angeling Jolie has had Cannabis, cann

to ovarian cancer, she discovered she carries a faulty copy of surgery to prevent breast _ the evidence

the BRCA1 gene —which put her at very high risk of getting both — capcer

forms of the disease. A legacy of gro
research

If wou hawven't read her brave and thoughtful piece in the Mew York Times, it's warth doing so.

Eut in the light of the considerable interest, and the fact that many people will undoubtedly have
questions, we wanted to pull together a few guick thoughts and facts on the topic of inherited
breast cancer generally, and the ERCAT gene specifically, Featured tog

familial breast cancer all breast cancer

unknown polygenic
predisposing genes

Tarmilsl

unknawn tamilial
predisposing genss

environmental
faciors




Jak Angelina Jolie skodila na lep doktordm a podiehla rakoving,
kterou nema

Mike Adarms, editor Maturalnews

W texty, ktery publikowal list Mew York Times, wysvétlila angelina Jolie své rozhodnuti nechat
si odoperovat obé prsa, ackoli nema rakovinu, vysokou pravdépodobnosti vzniku teto
choroby. Podle lekafd se jednalo o "87% riziko onemocnéni rakovinou prsu." & jeji fedeni?
TFi mésice operaci s vysledkem odstranéni preni tkang.

Dokonce i Angelina se swym genem BRCAL, kiery ma souvislost se vznikem rakoviny prsu,
miiZe snadno dodrZovat Zvoini styl, ktery potladuje projewy BRCAL, Meni to Zadna velka
veda, Dokonce 1o neni ani t82ké. Stafi wvam k tomu jednoduché potraviny za par
dolar denn&, napf. citrusové plody, zdroje resveratrolu (€ervené hrozny,
cervene vino}, syrova kost'alova zelenina, oleje s obsahem omega-3 mastnych
kyselin aj. Ty samé potraviny navic pomahaji pFfedchazet onemocnénim srdce,
diabetu, Alzheimerové chorobé a jinym chronickym onemocn&nim.

Kvéta a Jirka

Pelovatelka Kvéta a jeji manZel Jirka budou mit druhé spole¢né, ale
Kvé&tino pété dit&. Spolu totiz kromé dvouletého Addmka vychovavaji
i Gabinu, AleSe a obcas i nejstarsi Dominiku z Kvétinych predchozich
vztah(. Jirka jako po3tovni fidi¢ Zivi celou rodinu.

‘| have the BRCA1 ovarian cancer gene like Angelina Jolie'

Like Angelina Jolie, Niki Orchard discovered she
has the BRCA1 gene and decided to have a
hysterectomy and a mastectomy. This is her
story.

Medical

24/03/2015

“You're much calmer than anyone I've ever told,” my

; geneticist said to me.
@ Niki Orchard / Ovarian Cancer Action MNiki

Orchard discovered she has the BRCAT gene  Ghe'd just told me I'd tested positive for the BRCAT
and decided to have a hysterectomy and a

mastectomy gene and was surprised by my reaction. It never

Aktualni rozhovor s Kvétou

Na vitani ob&ank( pied ¢trndcti lety je Kvéta s malou Dominikou a jet& se
svoji maminkou. Po ni Kvéta zd&dila syndrom nadoru prsd a vajenik(l
spolu s genem BRCA 1 (z anglického BReast CAncer). Riziko nadorid
zvy3uje u prsu aZ desetindsobné, u vajecnik( aZ tiicetindsobné oproti
lidem, kteif gen nemaji, a mirn& zvy3uje i riziko jinych nadorG. Ke sniZzenf

rizika slouZi ¢asté preventivnf kontroly a n&kdy i preventivnf operace.
Aktualni rozhovor s Kv&tou najdete tady.

Jak jsi na tom zdravotné aktuilng,

po narozeni patého ditéte? Jak moc Ti nyni
dé&l4 starost Tvoje geneticka zat&F a jaka Té
&ekaji vyZetFeni?

Dékuji za optani, citim se momentalné dobre.
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Edwardsliv syndrom, 47,+18

Zachrante Edwardse
dokumentarni film, Ceska republika, 2010, 72 min, reZie
Dagmar Smrzova

Celove&erni dokumentarni film

0 lasce a lidské viili,
ktera prekona
ismrt

e ~ HBO®
Julianky stranky: http://juliankas.blog.cz/
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Vzrust rizika trizomie 21 s vékem matky
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Types of mutation
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Polygenni dedicnost
mnoho genu - multifaktorialni znak
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kardiovaskularni onemocnéni, Parkinsonova nemoc, autismus, roztrousena
skleroza,

diabetes mellitus, maniodepresivni psychoza, schizofrenie, deprese, sklony
k alkoholismu, inteligence, osobnostni rysy...

vySka, hmotnost, obsah tuku v mase, 1Q




Geneticka podstata rakoviny

* nadory vyvolany latkami, které zpusobuji mutace

* nekteré typy rakoviny — vyskyt v ramci rodin

* nektereé typy rakoviny spojeny s chromozomovymi
aberacemi .

familial breast cancer all breast cancer
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podstatou kancerogeneze je postupné hromadéni genetickych zmeén

« sporadické nadory — cca 70 %
« familiarni formy nadoru — cca 25 %

kombinace rizikovych genetickych i negenetickych faktoru,
multifaktorialni dédiCnost

« hereditarni formy nadorovych syndromu — cca 3 — 10 % predispozice
ke vzniku nadorového onemocnéni muze byt zpusobena vysoce
rizikovou zarodecnou mutaci; mendelovsky typ dedicnosti, dominantni
nebo recesivni
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