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XpPOMO3OMHU Mymauuu
HNeneuna. dynnukayms

CTPYKTYPHU NPOMEHN B XPOMO3OMMUTE
1. Jleneumns - oTKbCBaHe Ha 4acT OT XPOMO30Ma

a) TepMmuHanHa geneunsa (oeullbHC) - OTKbCBaHE Ha
KpanHa XpOMO30MHa 4acT C pa3kbCBaHe caMo Ha efHo
MACTO

0) nHTepcTMUmManHa geneums - oTKbCBaHe Ha MeXONHEH
XPOMO30OMEH Yy4acTbK C pa3kbCBaHe Ha JBe MecTa

2. dynnukaumsa - TaHOEMHO yaBosiBaHe Ha AajeH
XPOMO30OMEH y4acTbK B pe3ynTtaTr Ha CKbCBaHWUS Ha ABE U
noBeYye MecTa - v BbTPEXPOMO30MHA;

v MEXOYyXPOMO30MHa; v AYNNNLMNPAHUAT y4acTbK € B
HOpMarneH NopsiAbK; v NMOBTOPEHMUAT y4acTbk e B obpaTeH
pen; v aynnuumpaH € KpaeH XpPOMO3OMEH CErMEHT



XpPOMO3OMHU Mymauuu
MHBepcus

3. VIHBepcu4a - ckbCcBaHe Ha ABe MecTa, 3aBbpTaHe Ha 1800
n noapexaaHe B obpaTeH pen Ha onpeaeneH XpoMo3oMeH

CEermMeHrT.
a) NnepuueHTpmnyHn - MyTaumndaTa BKIO4YBa LLEHTPOMEpPa U

3acsra U ABeTe XpOMO30OMHU paMeHa
0) napauUeHTpUYHK - MyTaumaTa 3acsara camo €HOTO
XPOMO30M-HO pamMo 1 He BKI0YBa LieHTpoMepa



XpOMO3OMHU Mymauuu
TpaHcnokayus

4. TpaHcnokauusa - npeMmecTBaHe Ha onpenenex
XPOMO30OMEH Yy4acTbK Ha HOBO MSCTO B CblLiaTa UM B
pyra xpomosoma

a) TPaHCNo3nLUMS - MPEeHOC Ha XPOMO3oMeH doparMeHT Ha
HOBO MSICTO B CblljaTa XpoMo3omMa

©) npocTa TpaHcrokaums - €AHONOCOYHO NpemMecTBaHe
Ha XPOMO30OMHa YacT B Apyra Xpomo3oma

B) peuunpoYHa TpaHcnokauus - ABYrNnocoYHa CMsiHa Ha
XPOMO30OMHM y4acTbLM MeXay ABe XPOMO30MMU

r) PObepTCOHOBO LIEHTPOMEPHO CrMBAHE UMn pasgensiHe
Ha [BE aKpPOLIEHTPUYHM XPOMO3OMU B €[1HA META - UK
cybmeTa-ueHTpuyHa XpomMmo3oma unm obpartHo. NpomeHs
ce oowunaT 6pon Ha XPOMO3OMUTE B reHoMa.



[ eHOMHU Mmymauuu

e [lpomeHn B Oposi HA XpOMO30OMUTE B reHOMA; NPOMSIHA B KONTMYECTBOTO
Ha HacneacTBeHMsa martepuan

|. AHeynnongmm - NnpomMeHs ce 6posAT Ha OTAENHM XPOMO30MU B
XOMOSoXHaTa ABouKa

1. Xunonnongusa - OpoAT Ha XOMONOXHNTE XPOMO3OMWN € HaMarneH:
. MOHO30MUSA - OTnaga 1-ta XoMOoJioXHa XpoMo3omMa - reHom 2n-1;
. HYIM30MKU4A - oTnada usnara XOMOSOXHa ABOMKa - reHOM 2N-2;

2. Xunepnrongus - 6posT Ha XOMOJSIOXXHUTE XPOMO30MM Ce yBenn4yaaa C 1,
2, 3 NN noseye XpoMO30OMN U CbOTBETHO NEHOMBT e Tpusomus (2n+1),
TeTpasomuda (2n+2), neHtazomus (2n+3) U T.H.

3. MUTOTUYHaA N MenoTrUYHa - Jann 3acsara aBTo3o0MUTE UMW NOSTOBUTE
XPOMO30OMM.

4. MNbpBUYHA NN BTOPUYHA - Jann HacTbnBa B HOPMarHu UM B
aHeynnongHn KNeTku.

Il. Monunnounauwm - npeacraensasaT TPU - UK NoBeYe NbTU NOBTOPEH
Lenus xannonaeH XpoMo3oMeH Habop




LHumonnasmMeHu Mymauuu

o 3acdrat JHK B nnasmugute (npokapuotn) unu OHK B
nnactmgutTe n MMTOXOHOPUNTE (eykapmnoTtn).

o XapakTepuU3npUCTUKMU:

— HacCTblBarT n ce yHacriegdaBat HECUHXPOHHO N HE3AaBUCUMO OT
A0peHnTe MyTauuu,

— yBeJlin4aBaTt aaarmtmBHOCTTa Ha OpraHM3MMTE KbM YCJT1OBUATA HaA
cpenara;

— UrpaqaT posis BbB BUAO0OOpasyBaHETO NPU PpacTEHUATA;

— MYTAHTHUTE MUTOXOHOPWUWN MNP HYHOBEKA Ce U3ABABAT C pPa3sindyHa
MHTEH3NBHOCT U KITMHNYHA KapTnHa Y NOKOJIEHUATA, B

3aBNCUMOCT OT 6p0$| UM N OT OpraHnTe, B KOUTO MNnonagart rnpu
AENeHeTOo Ha 3nrortara.



XpOMO30OMHMU bonecTu

e XpPOMO3OMHUTE DOrecTun
ce AbrnkaTt Ha NPOMEHU B
CTpYyKTypara
(XpOMO30OMHN MyTauUNK)
nnn B bpos Ha
XpOMO30MUTE (rEHOMHM
MyTauumn). Han-yecrtata
XPOMO30OMHa MyTauus e
OTKbCBaHE Ha P
XPOMO30OMEH (PparMeHT,




CmpyKkmypHU rpoMeHU 8 XpoMo3omMume - deneyuu

4p- Cnugpom (Wolf-Hirschhorn cuHapom) ;
5p- Cunapom (Cri-du -Chat cuHapom);
7911.2 pen Cungpom (Williams -Beuren)
11g9- CnHapom (Jacobsen cuHOpoMm);
15911 aen (Prader-Willy/Angelmann);
17p11.2 del (Smith -Magenis CuHapom);

22011 peneuuna CuHapom
(velo -cardio -facial Cungpom, DiGeorge)



Wolf-Hirschhorn cuHgpom (WHS)

[TpnynHsaBa ce oT XeMMN3NroTHa Aerneuus Ha
ONCTarIHOTO KbCO paMo Ha 4-Ta XpoMo3oma
(4p16.3).

Tasn geneuns obxsalya npnbdnusutenHo 2.5 M6.

YMCTBEHO n30cTaBaHe OT rno-criabo N3pa3eHOo Ao
MNO-TE€XKa CUMMIMTOMaAaTUKa.

OuncmopdonYHUAT paumec e CUHO U3paseH.
3abaBeHoO 06LL0 pa3BUTHE

AHOMarnunu Ha BbTPELLUHUTE opraHun (Cbpue,
6L0peLn)



CuHApPOM Ha “KOTeluKus BUK”
(Cri-Du Chat)

Cri-du-Chat (5p~) Syndrome

OT ppeHCKM “KOTELLKM
BuK” “Cry of The Cat.”

nnu. eneuynsa Ha Sp-
BpoaeH cnHapom
Hama neyeHue

Han-yectnaTt cuHOpom,
ObIKall ce Ha aerneuuns

1 Ha 20,000 po 1 Ha
50,000 paxpgaHus

[lo3HaT owe KaTo
oonecT Ha LeJune




CuHApPOM Ha “ KOTeluKus BUK”
Kapuorpama
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XapaKkTepHu yeptu

e bebeTara

» [1nay, HanogobsaBaLL, KOTELKO
MAYyKaHe

» Hwucko Terno

» Crnab MyCKyrneH TOHYC

» 3abaBsiHe B pa3BUTUETO

» Manka rnaBa c “nyHoBMaHO” nuue
e Nleua

» Hucobk pbCeT

» Marka bpagunyka, Ob/br HOC

» 3abaBeHo 00LWo pa3BuTue

» AHOManumu Ha BbTPELLUHNTE OpraHu
(cbpue 6bbpeun)




CuHapom Ha lNMpagbp-Yunu

CuHpgpom Ha lNMpaabp-
Yunnu — geteto
yHacneasisa
aenetnpaHa 15

XpomMmo3oMa oT ballaTta

N pa3BuBa:

“*YMepeHO YMCTBEHO
n3octaBaHe

“*3aTNbCTABaHEe
“* HOpMareH pacTtex

Prader-Willi Syndrome

Deleted
segment
15q11-15q13

Skin lesions caused
by scratching

Obesity, small hands a
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Interstitial
deletion

Interstitial deletion in long arm of
one chromosome 15

_JBHNA.CRAIﬁ_rAp
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Small genitalia and
cryptorchidism

Dental caries

31



CuHAapom Ha AHrenmaH

CblaTa geneuusa ce yHacneassa oT
MaunimHaTta 15 xpomo3oma. HabnroaaBa ce:

“* CUNTHO U3pa3eHo YMCTBEHO U30CTaBe~
)

“* HapyLlueH rosop
** HEOOMKHOBEHU ABUXEeHUS

“» 0e3npuyYnHEeH cMAX




Willlams-Beuren

CungpombT Ha Williams ce
npuynHABa OT MUKpoOerieuns Ha
7-Mma xpomo3soma (npudnmanTenHo
26 reHa,mexagy KOMTo 1 reHa 3a
eflacTuH).

[TonumandgopmaTnBHO
yBpeXxgaHe, onmcaHo Karto
CaMOCTOSATESTHO 3abonsBaHe 3a
NbpBU NbT nNpe3 1961 r.

ancmopduyeH paumec (100%) —
ObIMKN Ce Ha
XannouHcyduumeHuma Ha
eflacTUHOBUS TEH,

CbpAEeYHO-Cb0BU 3abonsiBaHUSA
(Han-4ecTo aopTHa CTeHO3a —
80%),

YMCTBEHA n3octaHanocTt (75%)




11g- CuHapom (Jacobsen

CUHAPOM);
BpoaeHn cbpaeyHu '
OeeKTH
YMCTBEHO
n3ocrtaBaHe
OdoTanMonornyHm
npobnemu
[ACTPOMHTECTUHAIHA
CUMMOTOMM

HUCBK pbCT



Cunpgpom DiGeorge

22011 peneuus - A 773"
BpoaeHu cbpaeyHm V=1 |
nedekTun
ancmopduyeH
doaumec
HeoopassuUT TUMYC —
4yeCcTU UHdeKUUmn

[ledbekTn Ha
napaTtupeonaHuTe
Xnesu -
Xunokarnuemus



Smith -Magenis CuHpgpom

17p11.2 del

YMCTBEHO
n3ocTtaBaHe
ancmopduyeH
doaumec
[Tpobriemun cbe
CbHS

[loBegeH4ecku
npobnemu




CvuHgpomu, cBbp3aHU C aHOManum B
Oposi Ha aBTO30MUTE

e Cpewat ce Tpn3ommun Ha 13-a
xpomo3oma(CuHagpom Ha [laTay), 18-a
xpomo3soma(CuHgpom Ha Egyapac), 21-a
xpomo3soma(CuHgpom Ha [JayH) un ap. Te ca
CbNPOBOAEHN C N30CTaBaHE B YMCTBEHOTO U
dn3n4eckoTo pasBuUTNE U CMYLLIEHNS BbB
dopMUpPaHETO Ha CKENeTa U BbTPELLUHUTE

opraHu. 1o npaBmnno OTKNOHEHUsATa OT
HOpMaIrHusa 6pon a aBTO30MUTE BOOAT 4O CMbPT

B AETCKa Bb3pacT.



CvHpgpom Ha [ayH
(Tpnsomua 21)
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CuHgpom Ha [JayH
(Tpnsomusa 21)

e BbornHuTe OoT cnHapoma Ha
[layH nmat xapaktepeH
BbHLLUEH BU/. Marnka
obOuMKOrsiKa Ha
rmaBaTa, KOco
PA3MOMNOXEHU OYHU LEMKN
MOHrosionounaeH Tumn,
ManbK HOC 1N Manku yLuu,
OTBOpPEHA ycTa C
N3nne3eH e3nk




KbCa KNS, ronsim u
OTrycHaT KOPEeEM -
KabeLlKu

KOPEM, YETUPUNPBC
THa bpasga Ha
pbkaTa - MauMyHcKa
bpasga. Te3u geua
ca C pasnunyHa
CTerneH Ha YMCTBEHO
n3ocraBaHe

Plate 3

Down (Trisomy 21) Syndrome

21/22 der
21/22 translocation

i DN A CRAIG—40
- —t ©CIBA

14/21 der
14/21 translocation

Typical facies, with epicanthal folds
and slanted palpebral fissures

Short, broad
hands, with
simian crease
and clinodactyly
of 5th digit

Wide gap between
1st and 2nd toes

Fissured tongue in adults

CLINICAL SYMPOSIA



CuHpgpom Ha [layH (Tpusomuga 21)
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CuHppom Ha [ayH (Tpusomua 21)

XeHun Hap 35 roa. CepymMmeH CKPpUHUHI OT 16 - 18 r.c.

Mapkepu 3a Tpusomusa 21 ca a-geTonpoTeunH,
eCTPUOST U XOPNOHEH roHaaoTPOMNUH

Tpusomua 21 npu 95 % ot vHANBUAUTE CBHC
cuHgpom Ha Down.

Mo3auumnsbMm, cMec OT HOpManHu AUNNIOUAHU
KIeTKU U TPU3OMUYHU No 21 KNeTKn ce Habnropasa
npu 2 %.

OctaHanuTte 3 % umat Robertsonian TpaHcnokauus

NnpuY KOUTO XpomMo3oma 21 e cnifATa ¢ gpyra
XpomMo3oma.
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N3cneaoBaHe Ha okononnogHaTta TEYHOCT
(amMHUOLUEHTE3a)

e brnoxmmmyeH aHanus
— « XPOMO3OMEH aHanus
__TPB.HEEI.TE'_EP
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KeHcku dpetyc ¢ Tpusomusa 21

e XpOMO30MMU 13
® XpOMO30MM (CBEeTNOCUHbLO), X
13 (3eneHo), n (3eneHo), nY
21 (uepBeHO) (4epBeHO).




CuHppom Ha lNaTtay (Tpusomusna 13)

XapaKkTepHo € _ i
HaNnM4nEeTo Ha ' - ™
3aellKka ycTa 1 BbJ4a
nactT,

crnjieCckaH HOC,

NIOLLIO MOAENUpaHn
HUCKO Pa3mnonoXKeHu :
yLLIN,

93BN N HEKPO3U MO
Ko)kaTa Ha rnaeara,

downsyndiome*atfua



Trisomy 13 Syndrome

nonuaakTunus (noseve
oT 5 npbcTa),

nunca Ha TecTucu B
TeCTuKynapHaTa
TOpOUNYKa,

BPOJEHM KPUBM KpadeTa

YyeTupunpbCTHa bpasga ™™
Ha pbKaTta - MaMyHCKa
bpasaa.

Holoprosencephaly, with
fusion of frontal lobes

and absence of
olfactory bulbs

Punched-out lesions in
parietooccipital scalp

Increased biparietal diameter

Sy -

Pointed forehead Metopic suture

Trigonocephaly resulting from premature
closure of metopic suture

| JBHNA.CRAIE_4D
. ©CIBA

Holoprosencephaly

14

CLINICAL SYMPOSIA



CuHppoMbT Ha Epgyapac
(Tpnsomunga 18)

e [leyarta c TO3U
CUHOPOM Umart
XapaKTepeH NuueB
ONCMOPMUIBM:
TPUBIBIIHO NULE,
Marika gofnHa YerntocCT,
ronsgMo 4Yeno, MarnbK
HOC, J1OLLO
MOAENNUPaHN U HUCKO
Pa3MoSIOXKEHU YLUN.




2l Trisomy 18,47 Ch.
{DTIN i
 IELER TOR LA L IR IR T
M i€ SF 35 By 13



Hanuue e 4yecTto
nonuaakTunms

aHomarnuu Ha

BbTPeLUHUTE

opraHu: cbpLe, 6LbpeLn,
LleHTpariHa HepBHa cuctema.

TeXxKo n3ocraBaHe B
NCUXOMOTOPHOTO paBUTHE.

[lporHo3aTa Ha TOo3U
cuHapom e nowa — 90% ot
Aeuata ymupart go 1 roa., a
100% pgo 3 rog.

Trisomy 18 Syndrome

Trisomy of chromosome 18

Elongated head, with prominent occiput
and frontal bossing. Cutis laxa may be

indistinguishable from Turner syndrome Low-set

Micrognathia

Hand clenched,

with index and

_ 5th fingers

% overriding 3rd and
| 4th fingers

Cutis laxa

-} Horseshoe kidney
# (most frequent of
renal anomalies)

Hypoplasia of nails

Hypertelorism, epicanthal
folds and ptosis

Short hallux and
syndactyly

Great toe often
dorsiflexed -
Rocker-bottom foot
with prominent

= .JGHNA.:RAIi—uaD
calcaneus

©CIBA

CLINICAL SYMPOSIA
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CVIH,D,pOMVI, CBbp3aHU C aHOMaAJIUN B
GpOFI Ha NnoyfioBuTe XpoMO30MMHU

 AHeynnouaum Ha X XxpomodomaTta: XX, XO,XXX.
[bmKkaT ce Ha HepasnpeaensaHe Ha X-

XpOMO30MaTa no BpeMe Ha Meuno3sara.



[TornoBO-XpOMO30MHK DOMnecTu

rrrrrr

(XO) Syndrome

[MlaToreHesa —
Hepa3aensHe Unu
XPOMO3OMHO
3abaBsiHe.
Xpomo3omMuTe Morar
Aa ce 3ab6aBAaT npu
aHadpasaTta u ga
ObOaT U3KIIOYEHU
OT HOBOTO A4PO.
Mpu mbXKe,
3abaBsiHe Ha Y-
Xpomo3omaTa npu
Meno3a e NpuYmnHa
3a CUHOpOMa Ha
TBHPHDBP.



UHAPOM Ha Turner (45, X)
’
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CuHAapoM Ha
Turner (45, X)

CamMo XeHu
EaHa X xpomo3oma

Unu gBe, eaHa OT KOUTO
CUNHO yBpeAaeHa

Hucobk pbeT

Kbc BpaT ¢ KpunoBugHu
MbHKU

3abaBeHO pa3BuTUe

B1b3MOXHU CbpAeYHHU
aHoManuu

CtepunHu nopagu nunca
Ha repMMHaATMBHA TbKaH B
ANYHULNTE

OnarHocTtuuupa ce 4pes
KapuoTuTnupaHe

- medgen.ggne’rts.umh.edﬁ



Xr - X pUHI XpOMO30OMa

Xr - X PUHI XpOMO30Ma — OTKbCBaHe Ha
TeNTOMepHUTE yYyacTbUU U CBbpP3BaHe Ha
KbCUTe U ObJIrN paMeHa.

[MputexxaBaT BCUYKM cuMNTOMU Ha CHAOpOM
Ha TbPHBP, 3aLO0TO CbCTOSSHUETO HA PUHT
WHaKTMBMpPa XpOMoO3oMarTa.

N3oxpomosoma X,—pennuumpaHu obiru
pameHa. KnmHu4HaTa KapTuHa € KakTo npu
CvuHppoma Ha TBpPHDBP.



Cunpgpom Kleinefelter
- 47TXXY

e OCHOBEH CUMMNTOM € MBXKUAT
CTEPUNUTET.

e [lpn HOpManHM BLHLUHN
NONoOBU OpraHn Mma MHoro
TEXKNU MOPJOSIOrnyHn
N3MEHEHUA B TECTUCUTE.

e Te3n naymeHTn ca ¢ BUCOK
PBCT,

e E€BHYyXOMOHW NponopLuu,
TECHW paMeHe C LUMPOK Tas,
ObNrn pble, TMHEKOMACTUS,
cnabo okocmaABaHe.

Frontal

baldness
absent g

Poor beard
Tendency to Ny erowth
grow fewer '

MNarrow

chest hairs shoulders

P ot ) 2
Breast . "

development ] } -

J __ Wide

Female-type
pubic hair r s
pattern -

Mgy
Small Hﬁ\
testicular L{-_:I'nn arms
SI£e and h:g*a

7 /



Kleinefelter/ 47XXY
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CvHOpPOM Ha "CBPBXXKEHU"
"CBPBbXMbBbXe"

* CBpBXXKeHM - Kapmotunot e 47,XXX.
— B1Bb3HuKBa No-4€CTO, akKo poaunTernunTe ca Bb3paCTHW.

— Kmat BMCOK pbCT € HapyLlleHa yHKUNS Ha SUYHULUTE N OBUKHOBEHO
ca 0e3nnogHu.

— HabniogaBa ce yMCTBEHO M30CTaBaHe.

e CBpPBXMDBXe - Kapuotun 47,XYY.

— OBUKHOBEHO Ce OTKpUBa camo Npu reHeTn4YeH aHanma rno apyru
npnynHn. C

— WHOPOMDBT € n3BEeCTeH oule kato CnHapom Ha Jlambpo3so, KONTo e
OTKpWN No-royiadMa 4YecTtota Ha MbXXe C TO3N KapuoTun cpen
3aTBOPHMUUMN. T.H. "CBPBbXMBXe" nMaT no-arpecuBHoO noeegeHue, KOeTo e
NpUYMHa 3a NO-4YeCTO HapyLlaBaHe Ha 3aKoHUTe U npaBunara n ga
nonagart B 3aTBOpa.

— Wmart Bucok PBCT, CUJTHO N3pa3eHa AO0J1Ha 4YeJsmioCT,04HU Oblr'n, HO
HOPMaJliHO YMCTBEHO pa3BUTUE.




XpPOMO30MHN B0onecTu

Mo3au4yHa aHeynnouausi - ABe UK NoBeYe KNeTb4YHU JINHUU C
pa3nu4yeH KapmoTun B eauH nHaueug,. Te ca pe3ynTtaT oT
MyTauuu HacTbLNUNK cnen 3anaraHe Ha 3uroraTta B nepmMoza Ha
cermMeHTauumAaTa.

TakuBa KneTku C nNMPOMEeHeH Kapunotun ce HaOnwaaBaT BbLB
BCUYKU TbKaHU U OPraHU. AKo KapunotTunsT € NPOMEeHeH B
3UrotTaTta

cuMnToMaTuKaTa e No-CurHa B CpaBHeHMe ¢ MyTauus npm
BTOpOTO AeneHe (25% I, 75% H). ToBa e BaxXHO npu
eH3nmonaTuure.



XpOMO30MHU BonecTu

** MozanunsbM — NPOMEeHU 40 MOMEHTa Ha
racTpynaumsaTta

** Knetbu4eH KNoH — npomMeHu cnea ractpynaumarta. He
ce HabnwaaBaT U3MEHEeHUS BbB BCUYKU ThKaHU U
opraHu

“* XuMepa — KrneTku ¢ NpoMeHeH KapuoTun, HO He B
pe3ynTtaTt Ha MyTauusA, a Ha BHOC Ha KNEeTKN —
TpaHcnnaHTauusa (KpbBonpenmBaHe)



