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[ou. MnneHa AtaHacosa, A.6.
PbkoBoauTen cektop “"buonormsa”
MY-l1neBeH



eHeTnyeH MaTepuan

+

o/IHK

- OCHOBHa YHKUMSA: Aa CbXpaHABa
reHeTU4YHaTa MHPopMaLUS

- OBMKHOBEHO He ce NMpPOMeHs
- HoO MyTauum ce cnyysat




MyTauun

e [epMUHBLT MyTaLMsa Cce OTHACca A0 NPOMSAHa B
reHETUYHNA MaTepua’n, KOWTO ce YHAC/IEAABA

e MyTaumuTe BOAAT A0 afeniHO pa3Hoobpa3sune
n cnopen MeHoTUNHUS edekT bmear:

- HeyTpasiHU
- BpeJHW — Npu4ynHa 3a MHOro 3abonsiBaHus
(xemounus)

- Nosie3Hn — 6a3a 3a eBOIOLMOHHN NPOMEHU
(bsna Koxxa)



TP OCHOBHM TUNa MyTaLlum

- XpPOMO30OMHM — NPOMAHA B
CTPYKTypaTa Ha XpOMO30OMUTE

- F@eHOMHM — nNpoMsHa B 6pos Ha
XpOMO30MUTE

- F[@HHM — KacadT NpoMsHa B

HYKNEeOoTUAHaTa NnocneaoBaTesIHOCT
Ha €4WH IeH

e [IpoMeHUTEe MoraT Aa 3acerHar
ObLUEPHUTE KNETKU

e MyTaummTe B penpoayKTUBHUTE
KNIETKN Ce NpeaaBaT Ha
MOKOJIEHNETO




MyTauun

- MHOro BpoaeHu 6onectu ce abmkaT Ha
MYyTUPanu rexu.

PaznnyHu 3nokayvectseHn 3abonsaBaHus ce
Ob/HKAT HA (PAaKTOPW Ha OKOJIHATa cpeaa,
npean3nkeawn AHK myTaumm, HapedeHu
,MyTareHun”.

[eHHUTEe MyTaunu npoMeHaT JHK
HYK/J1IeoTUAHaTa NoCcAea0BaTENHOCT




A. ToukoBu MyTauum

ToukoBM MyTaLMKM — NPOMsHA Ha eAHa 6a3oBa aBonka B [AHK
= CybcTutyumsa — 3aMsHa Ha eiHa HykieoTuaHa 6a3a ¢ apyra

5" AACGC TAGATC 3 s 5 AACGCGAGATC 3
3 TTGCG ATCTAG & 3 TTGCG CTCTAG 5’

TpaH3uuma — cMsaHa Ha eaHa nupammaunHosa (C,T) ¢ apyra
nMpamuamHoBa 6a3a unum Ha nypuHosa (A,G) ¢ Apyra nypuvHoBa

TpaHcBep3usa — efHa NypuHoBa 6a3a ce 3aMeHs C MMPUMUAMHOBA
6a3a nnn obpatHo.



e MyTaumuTe MOraT Aa BK/IHOYBAT MasiKu Aeneuum Unmn Kbeu
MHCcepLmm

5" AACGC C3 5" AACGCTC &
3 TTGCG G5 3 TTGCGAG 5

Heneunsa Ha 4 6a30BU ABOUKU

5" AACGCTAGATC 3 5" AAC AGICGCTAGATC 3
3 TTGCGATCTAG & 3 TTG TCAGCGATCTAG 5’

N\

[obaBsiHe Ha 4 6a30BU ABOWKU




[eHHUTEe MyTauuu MoraT Aia YBpeaaT
KoAVpalluM nocnieaoBaTe/IHOCTU Ha

= MyTaumuTe B KoauMpallaTta nocneaoBaTesIHOCT Ha
CTPYKTYPHUS reH MOXe Aa UMa pa3nyeH edekT
BbpXy AK nocneaoBaTenHOCT Ha nentuaa

= TUXM MyTauUMUM — OHe3n 6a30BU CybCTUTYLUN,
KOMTO He NOoBNNABAT aMMHOKMCENIMHHATA
nocneaoBaTeNIHOCT Ha nonunenTuaa

= Hanp.: CCC — CCG ( pro — pro)
= [@HeTUYHUAT KoAa e n3poaeH

= 3aMsHaTa Ha 3-TO MSACTO B KOAOHA YeCTO He MpoMeHs
koanpaHaTta AK - peHoTUNA



MuceHc (missense) MmyTtauua

= 3aMsgHa Ha eaHa AK c gpyra B nonvnenTuaHaTa Bepura Ha
6enTbKa,

= Hanp.: CbpnoBuaHokneTb4yHa aHeMusi — B 6eTa BepuraTa
Ha XxemMornobuHa, wecrarta no pea AK, rnyramar e
3aMeHeHa ¢ xuapodobHaTta AK, BasIMH: npeanocTaBka 3a
HaMasieHa pa3TBOPMMOCT Ha XeMOrnobmMHa U CKNOHHOCT
KbM arpermpaHe Ha epuTpoLmTy Npyu HACKO napuunaniHo
HansraHe Ha O2 (catypaums < 85%)

= KOJOMWHAHTHO yHacneasBaHe — popMmpa ce MoJIeKyna Ha
HbS

= MeanUMHCKO 3HaUYeHMEe — B apearnn C eHAEMMYHA Manapus



bpNnoBNAHO-KJ/I€ETbYHa dHEMHUA

Normal red blood cells — Sickled red blood cells —_—
10 um 10 um

(a) Micrographs of red blood cells

NORMAL: NH,- VALINE= HISTIDINE - LEUCINE —~ THREONINE — PROLINE = GLUTAMIC ACID- GLUTAMIC ACID

Sé':éftE: NH, - VALINE - HISTIDINE — LEUCINE ~ THREONINE ~ PROLINE ~ VALINE- GLUTAMIC ACID

(b) A comparison of the amino acid sequence between narmal g-globin and sickle-cell g-globin.



MuceHc (missense) myrauus

AKO 3aMsiHaTa Ha aMUHOKMUCENMHATA HE NPOMeEHS DYHKUMATA
Ha 6enTbka (KOeTo ce oueHsiBa No eHoTMNa), Ta3u
MyTaLUs Cce Hapu4ia HeyTpaJiHa

- BUJ HA@ MUCEHC MyTauus
- npoMsHa B AK nocnegoBaTennHOCT
Hanp.: CTT — ATT (leu — ile)
GAA — GAG (glu — asp)
nncBa peHoTUneH eekT BbpXy PYyHKUMATA Ha benTbKa

MunceHc MyTauuaTa e 3aMeHuna egHa AK ¢ XxmMmnyecku
CxXo4Ha MoneKysa 1 Ko4OHbT € CHUHOHUMEH

MyTauumn B KoaMpaLl, y4acTbK Ha CTPYKTYPHUS TeH MOXe Aa
MMa pa3nuyeH edekT 3a noamnenTuaHaTa Bepura.



gouceuc (nonsense) MyTauus

= - TakaBa cyboctutyumus Ha 6a3a, KosTo
NpoOMeHs1 HOpManHUSA KOAOH B
TepMUHaneH (cTon) KoaoH

= Hanp.: AAA — AAG (lys — stop).

= - [paHCnauundaTa ce npekpaTasa
npexaeBpeBeHHO

= - [lofly4aBa ce CKbCeH, (PYHKUMOHATHO
HEaKTUBEH NPOTENH




peuMmwndT (Frameshift) myTaums

- BMbkBaHe unu 3aryba Ha egHa HyK1eoTuaHa ABOVKA B
KoAMpallaTta NocneaoBaTeHOCT Ha reHa:

e NHCepuums
o [leneumn
- [IpOMeHsa HanMb/HO Pa3yYNTaAHETO Ha paMKaTa W cnen

Ta3n MyTauus nocieaBallata aMMHOKUCENIMHHA
NocneaoBaTENHOCT € pa3nnyaHa 1 abHopMasnHa

MHOro Texkxka rnpoMsiHa BbB (beHoTuNa
BuUCoK netanuTteT
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b. b/1IOKOBM MyTaLlumn

aryba nnm BMbkBaHe Ha 3 nam KpaTeH Ha 3 6pou
HYyK/1eoTUau

- [MonnnenTnaHaTa Bepura € no — Kbca Win no —
abJira ¢ TonkoBa AK, KONKOTO KOAOHa €
3acerHasa Mytaumarta

- [1lpn HepaBeH KpOCUHIOBLP MOraT Aa Ce 3acerHaTt
4acTW OT reHn — noB/nsiBa ce peHoTuna:

XubpuagHm (Py3moHHN) 6enTbum:
Jlenope TanaceMus
dunapencpunmncka xpomosoma




# Jlenope TasiaceMus

enope TaslacemMus
(dby3noHeH 6enTbK,
CbAbp>Kall, 4acT oT beTa
M 4acT OT AenTta
Bepurure)

= [loflydeH B pe3ynTaT Ha

HepaBeH (HEXOMOMOXEH) & B3 B |
anti-Lepore

KPOCUHIOBbBP [ W Lepore

o P



dunapgenduncka

.l

Changed chromosome 9

Normal
chromosome 9

Changed
chromosome 22
(Philadelphia
chromosome)

Normal
| chromosome 22

XpOMO30Ma

XubpuaeH red B
pe3ynTaT Ha
peumnpoyHa
TpaHcnokauus Mexay 9
n 22 XpoMO30MMU;

XNOPUAHUAT NPOTENH
OTK/IIOYBa pa3BUTUE HA
XPOHMYHA MMenouaHa
neskemus (Bcr — Abl)



@HHM MyTaluu M NoBJAusiBaHe
Ha reHoTtuna 1 dpeHorumna

e B npupoagHuTe nonynauun Han-4ecto
CPELLAHMAT reHoTun e T.H. AMB — TUN
(KoampaH OT AOMUHAHTHU U peLecnBHU anenn).

e MpaBu MyTaLunmn — NPOMEHAT ANBUS TEHOTUNM
B HOB BapUaHT

- AKO NocnegHuAaT e noJsie3eH Lie ABMXA
EBOJTIOUUNATA Halpena

- N LWe 6bae ENMMMUHNPAH OT MOonynaunudaTa

e O6paTHM MyTauunm —BH3CTAHOBSBA CEe ANBUS
Tnn 6ener - Hapuyat ce CbLO peBep3us




Tnnose MyTaLuu

EHETMYHUTE TEPMUHM 33 KNacudUKaumsa Ha MyTaLuuTe
ca:

- BpeaHun MyTauun
e HaMangaeaT WaHCa Ha opraHM3Ma Aa npexueee
- JleTanHu MytTauum

e BOoaAaT 4O CMBPT Ha OpraHn3Ma

e Hanp. XoMO3MroTHa NONUAAKTUINA MPU KOTKU
- MyTauum B 3aBUCUMMOCT OT YCJ/IOBUSATA

MNoBnusBaT heHoTMMNa caMo Npu onpeaeneHa KoMnunauus
OT YCNOBUS.

Hanp. MyTaHTN 4yBCTBUTENTHM Ha TeMnepaTypa

- Mone3HuTe MyTauMm NOBULLIABAT NPEXNBAEMOCTTA,
OLIENABAHETO UM PeNPOAYKTUBHATA CNOCOBHOCT




MyTauum B Hekoaupawia [1HK

yTauun HaCtblNBaw N3BbH KOAUPALLUTE
nocnenoBaTe/IHOCTU Ha NreHa rnoBJ/InABaT EKCNPECUATaA MY

MYTaLI,l/Il/ITe MOIraT Aa NoB/INAAT nNocneaoBaTes/iIHOCTTa B
npomMoTopa:

= MyTauumn ycuneally TPaHCKpUNUMATA

= MyTauumn HaMansiBalLM TpPaHCKpUNUUATa

B MHTPOHUTE BOAAT 10 HAPYLLUEHMS B CM/TAUCUHIA

MyTaummnTe MoraT Aa NoBIUSAT HUBOTO Ha PenvKaums,
penapauunsi, TpaHcIauUms, 3peeHe, NoCTPaHCNaLUMOHHM
MPOMEHN Ha BENTbLUUTE N KOHTPOA HA KINETbYHUS
LMK



s —-. LR "
L] H i L e
i ? R .r

x m
il w i ___...- AT .:__I_:r




MyTauvum OT NOBTapsiHe Ha
TPUHYKJ1IEOTUAUN

= Hgakonko 3abonsiBaHus npu 4YoBeka ce
NPUYMHABAT OT HEOOMKHOBEHA (POPMa Ha
MyTaUMs — eKCraH3ns Ha TPUHYKI1eoTnam
(TNRE)

= 031 TEPMUH Ce OTHacH A0 PeHOMEHaq,
KOraTo nocneaoBaTenHOCT OT 3 HyK/ieoTuaa
ce yBenn4yaBa OT e[lHa reHepaums B
CNeBalLLoTO MNOKOJIeHNE

= Hanp. TpuHykneotunaHa ekcnaH3na Ha CAG
(glu) — arperaums Ha 6enTbUUTE N NpOrpecus
Ha 3abonsBaHeTo



MyTalLlMum OT NOBTapsiHe Ha
i TPUHYKJ1IeoTUAn

TakmBa 3abons9BaHUSA ca :

= bonect Ha X HTUHITOH NOBTOpPEHne
Ha LAl 35 po 150

= CMHOPOM Ha yynuBaTa X-XpOMO30Ma
— NoBTOpeHune Ha Tpunneta UI'T noeeye
oT 200 nbTn B 5’ Kpada Ha reH B X-
XpOMO30MaTa




MyTauun MoraT Aa HaCcTbnaT B
3apoauLLHUTE NN COMAaTUYHU KNETKMN.

e [ eHeTnUUTEe Knacupuuupar
XXMUBOTUHCKUTE KJIETKMN B ABaA TUNA:

- 3apOAMILHMN KJZIeTKU [aBaT HayanoTo
Ha raMeTuTe: aMua 1 cnepmMaTo3onam

- COMAQTUYHUN KNEeTKHN BCNYKUN OCTaHaIA
KJIETKHU




Gem-lism
mutation F

Entire
organism
carries the
mutation.

Therefore, the
mutation can be
passed on to future
generations

Mo3auka

Somatic
mutation

The size of the patch
will depend on the
timing of the mutation

The earlier the mutation,
the larger the patch

Patch of
affected An individual who has

area somatic regions that are
genotypically different
from each other is called
a genetic mosaic

the gametes

Half of P & & & & & & & Noneof
/_jf/ f /—/f /—/ff the gametes

carry the carry the

mutation. mutation.

Therefore, the mutation cannot be

assed on to future generations
¢ Gametes of ¢ P 9
the organism

(a) Germ-line mutation (b) Somatic cell mutation






Bb3HUKBaHE U NPUYUNHMU 3a
MyTaLluu

e MyTaumn MoraTt Aa Bb3HUKHAT CMOHTAHHO UK
na 6baaT MHAYUMpPaHU

e CNOHTaHHU MYyTaLum

- pe3ynTaTt oT abHOpManNuUTEeT B KNETbYHO —
buonornyHnTe npouecu

Hanp. rpewkn npu pennnkaumarta Ha AHK
e NHAYLUMPAHU MYyTaLUUMU
- Npean3BUKaHN OT BbHLLUHM (PAKTOPU — MyTareHu

e MOraT Aa 6baaT MGU3NYHU, XUMUYHU U
bnonornyHu



[IPUYMHMU 3a CMOHTAHHMH
i MyTauun

e CNOHTaHHUTE MyTaUuM MoraT Aa
Bb3HWUKHAT B pe3ynTaT Ha TpU TUNa
XUMUYHU MPOMEHMU

- 1. lenypuHU3aumsa — Han-4yecTa
- 2. [lesaMnHupaHe
- 3. TaBTOMEpPHO MpeBKJIIOYBAHE




[IPUYMHMU 3a CMOHTAHHMH
MyTaLuu

enypuHmn3aumaTa BkIoYBa oCcTpaHsaBaHe Ha nypuH (I
mwnu A) ot [JHK.

- MONMBANEHTHUTE BPBb3KN Mexay Ae30KcnpmbosaTa U
nypuHoBUTE 6a3n ca HeCTabunHu

TOBa MOHSIKOra Npean3BUKBa CMOHTAHHA peakuust C
BOZaTa, KOETO BOAM [0 pa3KbCBaHE Ha Bpb3KkaTa 6a3a —
pnbo3a

- OTNagaHeTo e HapeyeHO anypUHOBO MSCTO
- 06MKHOBEHO anypMHOBUTE MeCTa MoraT [ia ce NonpassaT

obaue ako penapaumoHHaTa cucTtemMa € MHCYMPULMEHTHa,
LLie Bb3HUKHE MyTauua npu nocneasawla AHK
penankauus.



[IPUYMHMU 3a CMOHTAHHMH
i MyTauun

e3aMMHMPpPAHEeTOo O3Ha4yaBa OTnaZlaHe Ha aMUHOrpyna
oT 6azatTa l—Y

- eH3MMUTE OT pernapaumaTa MoraT Aa pa3no3HasaT ypauuia
KaTo Henoaxoasla 6a3a n aa ro u3pexar

- HO, aKO CMCTeMaTa 3a penapauuns e MHCy@UUMEeHTHa e
Bb3HUKHE MyTauus

LL-T — A-—T no BpeMe Ha cneasawaTta HK pennukayus

e [lesaMMHMpPaHE MOXe Aa CTaHe U Npu 5-MmeTun-
UMTO3UHaA — T

- T @ HopManeH KOMNOoHeHT Ha AHK
- TOBa € npobnem 3a eH3MMUTE Ha penapauus

- nopaan Tasn NpuYMHa METUIUPAHUTE LIMTO3MHOBMK 6a3u
chopMupaT ropeLiym ToOUKM Ha MyTaLus




[IPUYMHMU 3a CMOHTAHHMH
MyTaLuu

e TaBTOMEpPHO NpeBKJ/IloUYBaHe 03HayaBa
BpEMEHHA NMPOMsIHa B CTPYKTypaTa Ha 6a3aTa

- 06bMKHOBEHO ycTomdmBaTa dopMa Ha T n I ca
KeTodpopMu

- paako, T n I MoraTt ga ce npeBbpHAT B €HOJTHA
dopmMa

- ycTonumBaTta ¢popMa Ha A n L obukHOBEHO €
aMMHOMOpMaTa

- MOHSIKOra Te MoraT Aa NpeMMHaT B UMMHOMOPMaA
M na ce obpasysaT cbOTBETHO A-L| 1 I'-T 6a3oBu
[IBOVNKU



Keto form

Keto form

Amino form

Tautomeric shift

—_— G

Guanine HaN

Enol form
NH
H

Tautomeric shift N
—F

Adenine H

Tautomeric shift
.

Thymine

Tautomeric shift
v

Cytosine

Imino form

Imino form
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MyTareHHu dakTopw
i Buaose MyTareHm

MyTareHHUTe akTopn 06MKHOBEHO Ce KlacupuumpaT KaTo
XUMUYHU N PU3NYHM

MyTtareHute yBpexaaTt 1HK cTpykTypaTta no
pa3/ZinyeH HauyuH

o XIMUYHUTE PaKTOPWU NpUHaANeXaT KbM 3 OCHOBHWU TUMNA
- 1. Moancdmumpaiwym 6asurte

- 2. AreHTn, kouto ce BMbkBaT B [1HK cnupanaTta

- 3. ba3oBu aHano3u



MoaundukaTopuTe Ha

i 6a3uTe

[IPOMEHAT NoNIMBANEHTHO CTPYKTypaTa Ha HyKNneoTuaa.

- Hanp. a30THaTa KUCeJIMHa 3aMeHs aMMHorpynaTa C
ketorpyna (-NH, C=0)

- ToBa npeBpblla L1 B Y 1 A B XMNOKCAHTUH

- HAKOM MOANMDUKATOPU Pa3KbCBAT KOMMIIEMEHTAPHO
CBbp3aHUTE HYKIE0TUAM Ype3 ankunmpaHe Ha 6a3uTe B
AHK

Hanp. a3oTbT Ha ropyvuaTta U MeTUncyndoHaTbLT — Ao06aBAT
ankuiHa rpyna

IF— 0-6-MeTunryaHuH, komto ce cebp3Ba C T, a T — B 0-6-
eTUNTUMUH cBbp3Ba ce c I




Template strand After replication
H

/
H O-H—N

\
sugar

O
Sugar Sugar K These mispairings
Cytosine Uracil Adenine create mutations in the
newly replicated strand

H

HNO,
—_—
S
Sugar

H

Adenine Hypoxanthine



NHTepKaslaTHUTE areHTH

MHTepKasnaTHUTE areHTy NpuUTeXaBaT Naocka CTPYKTYpa,
nasgosisiBalla UM Aa ce BMbKHAT Mexay 6asunTe BbB
NBOWHaTa cnupana

- TOBa pa3lIMpsBa U yab/mKaBa CrvpanHaTta CTpYKTypa

- Npu pennnkauma Ha JHK ¢ BMbKHATU TaknMBa areHTy,
OblUepHUTe Bepuru Morat Aaa npuaobumar 1 Hykneotua
OONBAHUTENHO, UK Aa ro 3aryosar

- NpuMepun: AKpnanHosm barpuna
EtTnames 6pomua

e basoBuTe aHaN03M Ce BK/IOYBAT B AbLIEPHUTE BEPUTU
npu pennnkauuaTta Ha AHK

Harnp. 5-Br-Y B eHonHaTa c1 oopma e aHasnor Ha T u ce
cBbp3Ba cll

2-All 3aMeHAa A 1 MOXe aa ce cebpxke ¢ T mnm L



ba30BM aHAaJ103M

e Sugar O-\H—N
5-bromouracil Adenine 5-bromouracil Guanine

(keto form) (enol form)
Normal pairin Mispairin
. : This tautomeric shift > <

occurs at a relatively
high rate

(a) Base pairing of 5Bu with adenine or guanine



PU3NYHUN MYyTareHu

2 Tuna

1. MoHnaupalla pagmaums

2. HenoHnsmnpala pagnauus

e MoHusupalua pagnaums

- X-Uy-—Ibun

- UMaT KbCa Ab/HKMHA Ha BbJIHATa N BUCOKA EHEPrus

- MOraT Jia NMPOHMKBAT Ab/I6OKO B BUONOrMYHUTE MONEKYN ; n3bmeat
eNIeKTPOHU KaTo NpPeBPBLLAT aTOMUTE B NOMOXUTETHN NOHWU

- BOAAT Ao obpasyBaHe Ha cBO6oAHM paguKanu
- Npeau3BUKBaT

e feneumu

e CKbCcBaHe B [JHK BepuraTta

® KPbCTOCAHO CBbP3BaHE

® XPOMO30MHW pa3KbCBaHUA



HenoHusupallia

paguaums

JTbYUn

HOCAT MNMO-MaJIKO eHeprus

He NPOHMKBAT AbNOOKO B
61onormyHn Monexkynu

npean3BuKBaT 0bpa3yBaHe
Ha TUMMHOBU AUMepM

- TMIMUHOBUTE ANMEPU MOIraT
Aa Nnpean3suKkaTt MytTauuu

Npy penkaums

|
0O=P—0—CH, OT/ o
| (@]
oF N
I\ H L Z CHj

H
OF |
N

H
H Thymine

H Thymine

Ultraviolet
l fﬁlight

O=P—0—CH,

I
o
Thymine dimer



CamaTta HK pensukauus e
MyTareHHa

bbKaT Ha FpeLkn Ha eH3nMa [JHK-

onMMepasa.

e CnenoBaTesiHO, BCEKN XMMUYEH areHT UM XOPMOH, KOUTO
oTkmoysa AHK pennukaumnaTta e myTtareH

- EcTporexu

IMa Bpb3Kka MeXxay Npoab/MHKUTENHOCTTA Ha FOAMHUTE C
MEHCTPYa/eH UMKb/ M paK Ha MbpaaTa Wiv oBapuyMa

- PactexxHu dakTopu nnm MMMeTULM
e MoraT aa npean3BMKaT pakoBm 3a6015IBaHNS NPU YOBEKA
e PakoBuTe 3abonsaBaHMs ce NoOBMLWABAT C Bb3pacTTa

e 3abonsBaHUATa NPUYMHEHN OT TOUKOBMU MyTaulunu 0BbMKHOBEHO
ce npenasat OT OallaTa

e PakoBuTe 3abonsiBaHUs ce pa3BMBaT, KOrato eaHa MyTauus
cTUMynupa pennmkaundaTta Ha AHK u KneTb4yHOTO AeneHe.



[laTonoruv nNpm 4YyoBekKa,
ibmkau.m ceé Ha reHH! MyTaLun

= PeuecuBHM aHOMannu npu 4YoBeKa
= VI3BECTHW ca HAKONIKO XUnaau:.

- ANGUHN3BM

- Tanacemus

- CbpnoBuaHO-KNeTb4YHa aHeEMUS

- bonect Ha Tay-Sachs

- KnuctnyHa dounbposa

- ®eHUNKeToHYypua

- ['anakTo3eMug




*CprKTypa Ha xemornoouHa (Hb A)

¢t chain 1 B chain 1

[3 chain 2
O chain 2
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cluster - chromosome 16 I . > & NS
& & & & & &
- F& L Q8 )
Z a2l |al S Q? o\® *2\’
Q
(2¢2  Gower 1
(2y2  Portland Embryonic
a2e2  Gower Il
a2y2 F Fetal < 1%
0202 A2 1.5-3.5%
Ad% <
a2B2 A > 95%
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mBa Ha Hb npu BBb3pacTHM

inea va
eMorno6buH

rnobuHosun |([C] *
Bepuru
HbA 0282 96'980/0
HbAZ 0262 2.3'3.50/0
HbF a,Ys <2%

*HopManHUTE 3a Bb3PAaCTHM KOHLIEHTpaLMKN Ce AOCTUrAT Ha

6-8 M. Bb3pacT




i Tanacemus

= [ToHMXeHa npoaykumMsa Ha HoOpManHUTE
rMobuHOBK reHn

= -Tasacemmsa — AeduUmT Ha eauH oT
reHuTe 3a a-Bepura

= 3-Tanacemmnsa — gedUUUT Ha eguH oT
reHuTe 3a [3-Bepura




OeHunnkeToHypusa - OKY

ABTO30MHO peLecnBHO 3abonsiBaHe

MyTauus Ha reHa 3a eH3MMa eHUNANAHUHXNAPOKCKIA3a
npeBpblla peHnnanaHMHa B TMPO3UH MEeNaHWH

[posiBsiBa ce C N30CTaBaHE B YMCTBEHOTO pa3BUTHE,
MbpUYOBE, CBET/IA KOXa U KOCa, bX Ha MyXbJl, EK3eMa

[loBeye oT 450 MyTaumm B reHa MoraT Aa ce
naeHTuduUMpaT npu naumeHTn ¢ OKY

MyTaumusiTa ce rnposiBsiBa oOLLe BbTPEYTPOOHO

HoBopoaeHuTe ce ckpuHupaTt 3a PKY ype3 KpbBeH TeCT Ha
[aTpu BeAHara cnej pa)aaHeTo

CKpMHUPAHETO Ha HoBOpoAaeHUTe B bbnrapusa ce nsnckea
Mo 3aKOH

CKpuHupaT ce 1 bebeta poaeHn B KbLLN




[JJOMWHAHTHX aHOMaNnn Npwu
yoBeKa

Cpeluat ce no-psaako
EQHAKBO 3acsaraTt ABaTa noJsa
[Tpyumepun:

= bonect Ha XbHTUHITOH

= AXoHAaponnasug
= PaMunHa xunepxonecreponemMms

Bcekn HocMTeN Ha MyTaumusiTa UMa poauTesN C TaKkaBa
MyTaLms

MyTauusTa ce siBsiBa BbB BCAKO C/IeABaLLO MNOKONEHNE
XOMO3UIroTUTE Ca C MHOIO TEXKW aHOMasium
3ab0n19BaHETO MOXE Aa Bb3HUKHE U cnep 3psnata Bb3pacT



