OOLa xapakTepucTUKa Ha
XpOMO3OMHaTa naTtonorus
XpOMO3OMHU CUHAPOMM

Ponga Ha XpoOMO30OMHUTE aHOMaInu
3a penpoayKTUBHUTE Heyaauu




KapunoTtun:

¢ Bcekun bmnonornyeH Bua ce xapaktupusupa c
NOCTOSAHCTBO B 6p0OS U CTPYKTypaTa Ha XpPOMO30OMUTE,
CbAbpXKalWM Ce B sapaTa Ha KIETKUTE.

46, XX — XXEHCKMU 46, XY - MBbXKU




CTpyKTypa Ha XpOMO30MUTE




ionorpama Ha YoBeLIKUTE XPOMO30OMMU
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ETnonorna Ha xpomo3omMHarTa
naTtonorus

[bmkaT ce Ha XpOMO30OMHM MyTauuu, Noapa3aenaT ce Ha:

¢ BpOMHM XPOMO3OMHU MyTaLUU
¢ CTpPYKTYPHM XPOMO3OMHU MyTaLuU

¢ MyTauum cbC 3acdraHe Ha aBTo30MUTE

¢ MyTauumm cbC 3acdraHe Ha nosioBUTE XpOMO30MMU
(FrOHO30MMK)

+ BanaHcuMpaHmn XpOMO30OMHWN U3MEHEHUS - CTPYKTYPHY
NpeycTpoucTBa Npu KOUTO MMa pa3MecTBaHe Ha
reHeTUYHns MaTtepuasn, 6e3 npomMsHa B 06WO0TO My
KOJINYECTBO

¢ HebanaHcumpaHuM XpOMO30OMHUN U3MEHEHUSA — CBbP3aHU
C U3JIMWBK UIN HEAOCTUI Ha FreHeTUYeH maTepuann.




BpovUHN XPOMO3OMHU HapyLUeHUNA

¢ Nl'eHoMHM myTauumn - NMonunaonaum.
[lpeacrtaBnsBaT NPOMeEHU B 6posd Ha XPOMO3OMUTE,
KpaTHU Ha XanjiouaHusa XpoMO30MeH Habop.

Tpunaongmnata (3n=69)
TeTpanaongnsata (4n=92)

CBbp3aHU ca C NeTaneH edhekT, 3a TOBa Ce OTKpMBaAT
MaBHO B CMOHTaHHM abopTu U MbPTBU paXAaHUS.

¢ AHeynnoupaum. [lpeactaBnaBaT NpoMsiHa B 6pos Ha
XpPOMO30MUTE OT OTAENHA XPOMOJSIOXHA ABOMKA.

MoHO30MU4
Tpusomung




CTpyKTYpHU abepauunm

¢ HebanaHcmpaHu NpeycTponucTBa — AoBexaaluu Ao
HeaoCTUr / U3NUWBLK Ha reHeTu4eH MaTtepuan
(CbOTBETHO YaCTUYHA MOHO30MUSA N YaCTUYHA
TPU30MUSA)

ONeneunn - 3aryba Ha parMeHT OT XpOMO30Ma

Aynnukauummn - yaBosBaHe Ha AajeH y4yacCTbK OT
XpOMO30Ma (C U3MNLWIBK Ha reHeTu4YeH MaTtepuan)

BanaHcmMpaHn NpeycTpomncrTBa — CBbP3aHM CbC
CTPYKTYPHO rnpepasnpeaenssHe Ha reHeTU4HuS
MaTepunan 6e3 ancbanaHc

NHBepcum
TpaHcnokauum




XpomMmo30MHU cuHapomu (XC)
Unu bonecTtwn

¢ [lpeacraBngaBaTt NaToONOMTNYHMU
CbCTOAHUSA, AbXallK ce Ha BpOnNHU
MU CTPYKTYPHU HapylleHnsd B
KapuoTuna, Boaelwmn Ao npoMsaHa B

O6LOTO KOIMYECTBO HA NreHeTUYHUS
MaTepuarn.




XpOoMO30MHUTE bonecTn/cUHAPOMMU

¢ BpoaeHm - Bb3HUKHaNM B pe3yaTaT Ha cnydanHa (de novo)
MyTauus B OTAENIHA raMeTa B raMeToreHesarta Ha poauTen C
HOpPManeH KapmoTun UM B pe3yaTaT Ha CMYLLEHUE B PaHHUTE
CTaAun Ha AefieHe Ha HOpMaJsiHa Npu Bb3HUKBAHETO CU 3UTOTa.

— B nbpBMA cnyydam — BCUYKU KNETKN HA MHAMBUAA HOCAT
CbOTBETHOTO U3MEHEHUE — MbJiHa (popMa Ha XpPOMO30OMHaTa
aHoManus.

— BbB BTOpMA cnyyvyan — MHAMBKUAA LLLE NpUTEXaBa 2 UK NOBEYE

KNeTbYHW NIMHUM C pa3findyeH Kapmotun (Mo3amka) — Mo3aeyHa
dopmMa Ha XpoMO3OMHATa aHOMasns.

¢ HacnencrBeHM - Bb3HUKBAT B NOKOJIEHMNETO Ha poAUNTEIJ]
C UISMEHEH KapHUnoTunm B MbJiIHA NJ1N MO3a€4Hda cbopMa.

- Han-4vecto XC ce yHacneassaT OT (PeHOTUNHO 34paB poauTen,
HocuTen Ha 6anaHcMpaHoO XpOMO30OMHO U3MEHEeHMEe, MNOo-pAaAKOo OT
poaAuTen CbC C HUCKOCTENeHHa Mo3anKa um

- HAN-pPAAKO OT poauTen CbC CbLWOTO XPOMO30OMHO 3abonsaBaHe
(caMO aKo He e TeXXKO M No3BoJisiBa penpoayKkums).




XPOMO30MHU DONeCTH

¢ 1o ronamarta 4vacTt, Haa 80% OT XpOMO3OMHUTE
6osiecT ca HeHacneacTBeHu

— Te ce nposBsBaT CropaanyHo,
- pe3ynTtaT ca oT cny4danHu (de novo) MyTauum,
- He Ca CBbp3aHN C PUCKOBE 3a NMOBTOPAEMOCT

¢ MHoro manka 4act (noa 20%) ot Xb ca
HacneacTBeHM

— CBbP3aHW C pas/iIMyeH Nno BesInYnHa
3aKOHOMEpEH PUCK 3a MOBTOPSAEMOCT.




YecTOTaTa Ha XPOMO3OMHUTE
abepauun

¢ BbB Bpb3Ka € TexHUS BbTpeyTpobeH
netaneH epeKkT, TS € Han-BNCOKa B
CMOHTAHHO abopTupaHn nnogose Ao 12 r.c.
- 50-60%.

¢ [lenbT UM cpea MbPTBOPOAEHU NJIOA0BE €
0OCTa Mo-HUcKa — 5-6%.

¢ YecTtoTaTta UM B XxXunsopoaeHun aeua e 0,5-
0,7%.




ABTO30MHU XPOMO3OMHU bonecTn

O6ua xapakKkTepucTMKa

¢ HecneunduyHa KIMHMYHA KapTuHa

4 E,D,HOBpEMEHHO 3adCdAlraHe Ha HAKOJIKO OpraHun v
cucremm — MHOXeCTBEeHU BpOoAEHN aHOMAJTUU

¢ O6WM NpuNoKpuBaLLM ce Npu3Haumn
- JaHHW 3a NpeHaTasiHa XMnoTpoduda Ha rnJjoaa

- U30CTaBaHe NMOCTHAaTa/IHO BbB (PU3NYECKOTO
pasBuUTUE

- InyeBo-4yepeneH ANCMOPdPU3bBM

- @aHOMa MM Ha BbTPELLUHWN OpraHu, CKeNeTHU, No0BU
v ap.

- HaMaJ/1eHa XXU3HEHOCT, paHHa CMbPTHOCT

- U30CTaBaHe B HEPBHO-MCUXNYECKO/YMCTBEHO pasBuUTHE

- pENpOAYKTUBHUN Heyada4yn B CEMENCTBOTO




CuHapom Ha Down — Tpusomun 21

YecTtoTta 1 Ha 600 o 1 Ha 1 000
paXkAaHus, C Bb3pacToBa
3aBUCUMOCT — HapacCcTBaHe Ha
4yecToTa C NoKayBaHe Ha
Man4ymHaTa Bb3pacT (0ocobeHo
cnepn 35 roa.)

KnMHnyHm 6enesun:

Masika rnasa — 6paxuuedanug,
CMJIOCKO JINLLE U CNJIECHAT TUI

MOHIOJIOMAHWN OYHU UENKN,
ENMMNKaHT, XUMNepTEIOPnN3bM

MaJTbK HOC, MaJIKN ANCITJ1aCTUYHHUA
YWHUN MNOU

MYCKYJIHa XUTMOTOHWUA

BpPOAEHMN aHOMANIUN Ha BbTPELLUHM
opraHun — cepaeyHun (40-50%);
NUIOpHA CTeHo3a/aTpe3uns
yMCTBEeHO nsocrtasaHe IQ < 50,
obyyaemu




CuHapom Ha Down — Tpusomua 21

LiuToreHeTU4YHn BapyuaHTM.:

¢ CBoboaHa Tpnsommnsa — 95% ot
BCUYKKM cnydvaun. Han-yecrara ( ‘
dopmMa e HeHacneacTBeHa
(MENOTUYHU FPEeLLKN B

MaumMHaTa rameToreHesa 90% ‘f ‘( " “ TQ n

¢ TpaHcnokauuoHHa — 3-4% oT
cnydyauTte. PAaKo € Bb3MOXHO
na 6be HacaeaCTBEHA “ “ ” ol [7 [
(banaHcupaHa TpaHcnoKauus 5 oo w

HOCeHa OT poauTen) '1; e dii )¢ )‘

Mo3anka — 1-2% oT cniyyante, [P i
HeEHAcNeACTBEHA C Bapupalla X x
N38Ba




CuHppom Ha Patau — tpusomusa 13

Yectota 1 Ha 12 000
pa)xaaHus

KNMMHWMYHKM 6ene3sn:

TeXKa npeHaTaJsiHa
XUnoTpopus,

MO3bYHU aHOMaNU
(MnKpouedanus,

X0J1onpo3eHuedanusa),

OYHU aHOMaNUu
(MMKpodTanmug,
KaTapakTa),

LEenKn Ha yYCTHa u Hebue,
NoNMAaKTUNNA,

aHoManmnun Ha 6vbpeuwn,
cbpue un ap.
HaMaJsieHa NpeXxXunBseMoCT




CuHpapom Ha Edwards — Tpusomusa 18

YectoTa 1 Ha 6 000
paxkaaHus

KnnHn4yHmn 6enesn:
npeHaTasiHa XmMnoTpopus,
MUKpouedanus,
U3MNbKHAaN TUN,
MUKPOrHaTUS,

HUCKO Pa3rnoJioXKeHU YLUn,

CBUTU B IOMPYK MPbCTU Ha
pbLETE,

aHOMaJ MM Ha BbTPELLHM
opraHu

BMCOKA CMbPTHOCT.




CuHapomu ¢ geneunmn Ha XpoMO30MH

¢ CnHapomM “cri du chat” — geneumnsa Ha KbCo
paMoO Ha 5 XpoMO30Ma

¢ CnHapoM Ha Wolf-Hirschhorn — aeneuns Ha
KbCO paMO Ha 4 XpoOMO30Ma

¢ CnHapoM Ha Prader-Willi — mnkpoaeneumns Ha
6awmHaTa 15 xpoMmo3omMa

¢ CuHapoMm Ha Angelman — Mukpoaeneums Ha
ManymHata 15 XxpoMo30Ma

¢ CnHgpoMm Ha DiGeorgi — MuKpoaeneuus Ha
22 XpOMO30Ma




,Cri du chat syndrome”




XpOMO3OMHM CUHOPOMM CBHC 3acsAraHe Ha
nonoBuUTe XpOMO30MUN — TOHO30MHM

O6ua xapakKkTepucTMKa

¢ OTKpuBaT CU HaM-4yecTto B nybeputeTa Uin B
nepuoaa Ha MoJioBa 3psa/0CT, Mopaan HapyLleHus
B NOJIOBOTO pa3BUTUE U PEMPOAYKLIMNATA

¢ Jlnnceat rpybmn mandopmaLmm

¢ COMATMYHN OTKIOHEHUSA — HApPYLLUEHME B PbCTA

¢ YMCTBEHOTO M30CTaBaHE HE € 3aAb/KUTENTHO NpPU
Kacn4yecknuTe BapuaHTu




CuHapom Ha Turner — moHo3omusa X

YecTtoTta 1 Ha 2 000 poaeHwu
MOMMYeETa

90% oT eMbpnoHnTE C MOHO30MUS
X ce abopTunpaT COHTAHHO

[Ipn3Haun Npu HOBOPOAEHO — OTOK
Mo Aop3asiHaTa MOBBLPXHOCT Ha
ANaHuUTe U xoaunarta,
AHTUMOHIOJTIOUAHU OYHWN LLEMKMU,
enKaHT, KbC BpaT, U3INLLIBK OT
KO>Xa, BPOAEHU CbpAEYHN U
6bbpeyHn aHoManuu

[lnarHosaTta ca nocraBst HaM-4ecTo
B nybepuTteTa — iMnca Ha MeH3ucC
(aMeHopes), HUCbK PbCT, NLEB
ONCMOP(MU3BM, KOXXHA MHKA Ha
BpaTa (pterigium colli)

Han-o6Lwwo — Hepa3BUTU SUYHNLN
N CTepuUnunTeT; HeobxoanMma
XOpPMOHaJIHa Tepanus




CuHgpom Ha Turner — 45, X




L 4

L 4

CuHpgpom Ha Klinefelter — nonusomusa X
npun mbxe/ 47, XXY

YectoTta 1 Ha 1 000 poaeHn MbXxe

O6bMKHOBEHO AaCMMNTOMATUYHUN, C U3KJTIOYEHMNE HA
CTEPUJIUTETA

XMnonnactuyHnM TeCcTUCcu, OTKJIOHEHUS B

cnepMmorpammurte (azoospermia, olygospermia),

HaMaJ1€EHA MNMPpoAYKUNA HA TECTOCTEPOH

Bb3MOXXHM COMAaTUYHN 6ene3n: BUCOK PbCT,
TMMHEKOMACTUSA, XEHCKU TUM KOHCTUTYLMUSA

XopMoOHasiHaTa Tepanusa nogobpsasa CUMNTOMUTE

Peakn BapunaHTtn 48, XXXY 49, XXXXY -
C TEXXKO YMCTBEHO M30CTaBaHe



CuHapom Ha Klinefelter — 47, XXY




[1pyrm roHO30MHU CUHOPOMMU

CunHppom 47, XYY MbXe

¢ YectoTta 1 Ha 1 000, oTKpuBaT Ce NoO-4ecTo B
MHTUTYLMUN 3@ NPECTbMHUNLUN C YMCTBEHO
M30CcTaBaHe

¢ Han-yecto acMMnNToMaTuU4HU, BUCOK PBCT C
HOpMaslHXU Nponopunn, MoxXxe NoHumxeHo IQ

CuHapoM 47, XXX >keHu
¢ Yectota 1 Ha 1 000 xeHwu

¢ Bb3MOXHO e ga ca ¢ HopManeH epTUINTET, HO
MOXEe N C pernpoayKTMBHU NpobneMn (CNOHTaHHWU
abopTn, paHeH KAMMakc)

¢ [lo-yecTto nMaT noHmxeHo I0




Ponga Ha XpOMO30OMHUTE
abepauunm 3a
pDENPOAYKTUBHUTE

Heyaaun Npu YoBEKa




Haii-yecTo ce AbJKaT Ha HAaJlIM4neTo B Te3U 3a4aTnd Uiin
eM6pI/IOHI/I Ha HebanaHcMpaHU XPOMO30OMHM aHOManuu,

4
4

KOUTO Ca TeXKWU, HECbBMECTUMUN C XXMNBOTA N BOASAT A0
BbTpeyTpobHa cMbpPT (CroHTaHeH abopT, eTasnHa
CMBbPT/MbpTBOpaxaaHe) nnn paHHa CMbPT cnen
pakaaHe.




UecToTa Ha XpOMO3OMHUTE
aHoOManuu

o Obuwa yecTtoTa HAa XpOMO3OMHUTE aHOMAaJIN B
CNOHTaHHW abopTn — cpeaHo okosio 50%

0 [Aan Ha oTaenHuTe BUAOBE XPOMO30OMHU
aHoMmanuun (XA)

» BbponHU — 86% OT BCUUYKM yCTaHOBEHU XA

» CTpyKTYypHU — 6% oT XA

> Opyrn XA - 8% (npeavMHO MO3aWKn, MHOro psako
OBOWHWU WU TPOUHU TPU3OMUN)




YecToTa Ha XpOMO3OMHUTE aHOMaNuUn

Tpnzomun - 52% o1 XA B CNOHTAHHM abopTu

= [IbnKaT ce MEMOTUYHU FpeLllkn — Hepa3aensaHe/non-disjunction
Han-4ecTo B ManMymHaTa Meno3a I, KaTo ca HeHacneACTBEHMU

m OT BCUYkU - 90% ca nbnHuM Tpuzomumn, 10% Mo3anku

— Han-4dectaTa (20-32%) ; KOHUEeNCcyc Cc Ta3u
aHOManmMa He MOXe [a Npexueee Aa TEPMUH.

- 17%
- 15%
— 8% Huckunat aan B CIA e cBbp3aH C no-

BMCOKATa NMPexXmnBseMocCT Ha petycute c 1a3m XA M Bb3MOXXHOCT
3a M3HOCBaHe Ha 6peMeHHOCTTa A0 TEPMUH

Te3n yetupmn TNa cbCTtaBngaBaT 0kKo10 60% OT BCUUKKN TPU3OMUNA
— Bb3MOXHO M3HOCBaHe Ha 6peMeHHOCT

— B MbJ/IHA popMa € HeCbBMECTUMa C XXUBOTa He e
onucaHa npu xnsopoaeHn (0CBEH MO3anKK)

— Bb3MO>XHO U3HOCBAaHEe Ha bpeMeHHOCT




banaHcupaHn XpoMO3OMHUN N3MEHEHUA

¢ VIHBepcuwm
¢ TpaHcnokauunu

KIMHMYHO 3HAQUYeHue 3a naTtosiornmaTta
Npu 4YoBeKa

¢ [lpnymnHa 3a
(cnoHTaHHWM abopTn, MbLPTBOPAXAAHUS)

¢ OcHoOBaA Ha




MHBepcus

¢ EdekT -ToBa NpeyCcTpoOnUCTBO HEe
BOAWM A0 NpoOMsAHa B 06WOTO
KOJINYECTBO HA reHeTUYHUS ,
MaTepuan, a camo B norm
noapexaaHeTo My, 3aTOBa T et
XeTepo3nroTHOTO HOCUTESICTBO Ha
NMHBEpPCUS OOMKHOBEHHO He €
CBbp3aHO C PeHOoTUNHa n3sea,
T.e. e 6asaHcmMpaHo.

PruckoBe - Bb3MOXHOCT 3a
HOCUTENAT Aa obpa3yBa raMeTun C
ancbanaHc U 3a4eBaHe Ha noa C
aHOManunu, n3xoa Ha
bpeMeHHOCTTa — abopT naun
pPOAEHO AeTe C MaJidhopMaumu.




TpaHcnokayus

¢ PeuunpouHa - paskbCBaHe Ha petwoen thramosemas N and M
ABe XpOMO30OMU B MO e4Ha TOYKa C [
peunnpoyHa obMsiHa Ha
dbparMeHTUTE, 6€3 NPpOMSAHA B ' '
0bLWOTO KONMYEeCTBO MaTepuman, = -
T.e. 6aslaHCMpaHO U3MEHEHME. i

deril) —

der{h)




TpaHcnokauus

¢ KnnHunyeH edekT

- HOCUTencTrBoTo Ha
6anaHcnMpaHa TpaHCNoOKauuns
He e CBbp3aHO C PeHOoTuUneH
edeKkT

- Bb3MOXHOCT B raMeToreHesaTa
Ha HocuTensa aa ce obpasyBaT
raMeTn ¢ XpoMO30MeH
ancbanaHc n puck 3a
3a4yeBaHe Ha nnoj c
XpPOMO30OMHa aHOManNus:
Unbalanced

N3Xo[ — CroHTaHeH abopT mnnun Unbalanced
pakxgaHe Ha Man@opMaTMBHO .
nere




PasgensaHe Ha XpoMO30oMUTE OT peunnpoyHarTa
TpaHcrokaunsta B obpasyBallmTe ce raMeTu

Segregation of translocated chromosomes into gametes

1S

NIl

Normal or balanced gametes Unbalanced gametes
Either combination has all Either combination is missing some
chromosomal material present material and has extra of other
This can lead to miscarriage
or an abnormal child




TpaHcnokauuna

¢ [ eHEeTUYHU
nocnencTtBus...

dopMuMpaHe Ha
aHeynIouaHu raMeTu
(HebanaHcupaHu)




TpaHcnokayus

¢ PobepTtcoHOBa - CBbp3BaHe
Ha AbJrnMTE paMeHa Ha ABe
aKpPOLLEHTPUYHU XPOMO30OMMU,
ype3 C/iIMBaHe B LeHTpoMepa.

KnnHnuyeH edpekT

- XeTepo3nroTHMTeE HOCUTEeNMn Ha
po6epTCOHOBMU TPaHC/IOKaALMUM
ca ¢beHOTUNHO 3apaBu, T.€.
NpeyCcTpoOnUCTBOTO €
6anaHCMpaHo, 3all0TO KbCUTE
paMeHa Ha ydacTBawuTe
aKpOLUEHTPUYHN XPOMO30MMU, 2 ®
KOWTO ce ryoaT npwu g

NPeyCTPOMCTBOTO HE ChAbpKaT ] ] @
CTPYKTYPHU FEHM.

the short arms
(lost)

— PMCKOBe 3a CbopMmpaHe Ha MaMeTu t_u:u_:;.:rF.F_Ent[IF a F'_I:ILI_Er:t_EFIHI_:HI
C XpOMO3OMeH ,CI,VIC6aﬂaHC U pMCK chromosomes translocation
3ad NMNOTOMCTBOTO




B menos3aTta Ha HocuTens: pasgensiHe Ha XpOMO30MUTe OT
PobepTcoHoBaTa TpaHcnokauns n opMmmpaHn rameTu

| Balanced carrier of robertsonian translocation

P
—
B

Gamete from a
balancer carrier

s T AN

v
g

Fertilization

Gamete from partne

2
oSS0\ 4
:

+0
Balanced carrier)




banaHcupaHn XpoMO3OMHU U3SMEHEHUSA

KIOMHNYHO 3HAaYeHue 3a naTtosorndrta
Npu 4YoBEKa
¢ e CcToaT B OCHOBATA HA HacCcneaCTBEHUTE XPOMO30OMHMU

6os1ecTn u 4yacT OoT PpenpoayKTUBHUTE Hebaarononyydms
(CMOHTaAHHM abopTn, MbpTBOPAXAaHUS).

¢ Hocutenute Ha BbanaHcMpaHm XpOMO3OMHUN U3MEHEHMUS
(MHBepcuun, TpaHcokaunm) ca MeHOTUNHO 34paBu
nmua, KOMTo B raMeToreHesarta cu MoraT Aa Cb3aaBat
ramMmeTn c HebanaHcupaH KapuoTumn, a oTTaM U 3UrotTu C
XPOMO30MHWN OTKJIOHEHUA.




banaHcupaHn XpoMO3OMHU U3SMEHEHUSA

KJIMHUYHO 3Ha4yeHune 3a naTtosiorndara npu
HOBEKA

¢ CbabaTta Ha Te3un 3a4yaTmsa Moxe Aa 6bae pa3sinMyHa,
BbB BPb3Ka C BbTPeyTpobHUA netasieH edhekT oT
XPOMO30MHNTE aHOMaJINN:

— TaknBa 6peMeHHOCTM MOraT Aa 3aBbpluaT CbC CNOHTAHEH
abopT, MbpTBOpAXAaHe u

— B MO-peaAKU cnydyanm C paxaaHe Ha AEeTe C XPOMO30OMHaA
aHoManausa (C MHOXeCcTBeHW MasdopmaLunmn).

¢ [lo Tasn npuynHa, 6banaHcMpaHUTE XPOMO3OMHU
M3MeHeHUs ce OTKpMBAT MO-4eCcTo cpel ABOUKUN C
PENpPOAYKTUBHU Heyaaun (CTEPUNNTET, CMOHTAHHW
abopTn, MbpTBOpPaAXAaHUSA, poAEeHU Aeua C
MHOXeCTBEeHU MandopMaunn).




