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XpOMO30OMHM U3MEHEHUA

MHpopmaumarta, koato crnegsa obchxaa KakBo npecTaBnsiBaT
XpOMO30MUTE, Kak ce yHacnegsasart v Kora moraT a npuyanHaBaT
npobnemun. Tasn Gpowypa e cb3gagdeHa, 3a ga ce U3nonasa
yCrnopeaHoO Ha pasroBopa C BallMSA FEHETUYeH KOHCynTaHT. 3a
Aa pasbepete XpOMO3OMHUTE WM3MEHEHMsl, NbpPBO TpssbBa Aa
3HaeTe KakBO Ca reHnTe N XpoOMO30OMUTE.

KakBo ca reHuTte u XpOMO3OMMTe?

HaweTo T9n0 € wusrpageHo OT MWUIIMOHW KneTku. [loBeyeTo
KNeTkn cbabpXaT MbfeH Habop oT reHn. Hue mmame xunsgm
reHn. [eHnTe ca KaTo MHCTPYKTOPU, KOUTO KOHTpONMpaT pactexa
HU N KaK ga paboTn HaleTo TAno. Te ce OTrTOBOPHM 3@ MHOIO OT
HaLIMTE YepTU, KaTo LUBAT Ha o4YnTe, KpbBHA rpyna unum Terno.

[eHnTe ce HOCAT OT NOAOOHM Ha HULLKW CTPYKTYPU, HapedeHwu
Xpomo3omun. HopmanHo, Hue nmame 46 XxpomMo30MM B NOBEYETO
HW KneTkn. Hwe HacnegaBame HawmMTe XPOMO3OMM  OT
poantennte HW, 23 OT Mamka HM K 23 oOT Oawa Hwu.
CnepoBaTenHo nmame 2 KoOMnsekta oT nNo 23 XpOMO30OMU UK
23 OBOVKWN. Tbi KAaTO XpOMO30OMUTE Ca M3rPadeHN OT FeHU, Hue
yHacrnegssame no ABe KOnua OT MOBEYETO FeHW, Mo €4HOo OT
BCeKkM poauTen. ToBa € npuymHaTa, Nnopaanm KOSATO YeCcTo umame
CXOOHM 4YepTM C HawuTe poautTenn. Xpomosomute, a
crnegoBaTenHoO U reHnTe ca N3rpageHn oT XMMUYEeCcKO BELLECTBO,
HapeyeHo [JHK.
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HaumoHnanHa NeHeTn4Ha JlaGopaTopus
YHuBepcuteTcka 6onHuua "ManumH gom", etax 14
yn."3apase"2, Codusa 1431

TenedoH: (02) 9172268; (02) 9172473

dakc: (02) 9172469

Pvkosoauten: npod. a-p MBo KpemeHckn
www.Impbg.org

nnosaovBe

OTpneneHne Nno MeguUMHCKA reHeTUKa
MeaunumHckn YHnsepcuTteT - [nosgme

6yn. ,Bacun Anpunos” 15-A, MNnosaus 4000
Ten: (032) 602445

PvkoBoguTen: gou. a-p Mapraputa CrecaHoBa
www.meduniversity-plovdiv.bg

BAPHA

OTpeneHne Nno MeguUMHCKA reHeTUKa
MeaunumHckn YHnBepcuteT - BapHa

Yn. “Xpucto CmupHeHckn” 1, BapHa 9000
Ten: (052) 30 28 51, BbTp. 396, 342
PvkoBoguten: gou. a-p Jlrogmuna AHrenoBsa
www.mu-varna.bg

MNEBEH

Cekuums ,,MeanumHcka reHeTuka”
MeguuunHckn YHuBepcuteT - [NneseH

yn. ,Cs. KnumeHTt Oxpugckun” 1, lNnesen 5800
Ten: (064) 884184; (064) 884169; (064) 884274
PvkoBoauten: gou. a-p Mapus CnmeoHoBa
www.mu-pleven.bg
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Orphanet

Yebcant cbc cBOb6OAEH OOCTHMN, KOUTO ocurypsia MHpopmauus
OTHOCHO pefku 3abonsaBaHus, KMMHWYHU NMbTEKU, NekapcTea U
AaBa Bpb3ka C nomowHu rpynn B EBpona. lMapTHbop Ha
Orphanet 3a bvnrapus e VHdpopmaunoHeH LleHTbp 3a Pepgku
Bonectn u llekapctea Cupaun (MLPBJIC).

www.orpha.net

UHdopmaumoHeH LleHTbp 3a Peakm bonectu u JlekapctBa
Cupaum

BeannatHa o6pasoBateneHa u  WMHGOPMaUMOHHA ycnyra,
npegnarawia MeguuMHcKa M 3gpaBHa WMHopMauna 3a penku
3abonaBaHnsa Ha GBITAPCKN N aHITIMACKN E3UK.

www.raredis.org

EuroGentest

YebcanTt cbc cBOGOAEH OOCTBM, KOUTO ocurypsisa nHdopmaums
OTHOCHO FeHeTUYHUTE M3cneaBaHnsa 1 gaBa Bpb3ka C NMOMOLLHMU
rpynn B EBpona.

www.eurogentest.org

Nnu BawmTe MecTHM nabopaTopum No reHeTuKa:
coound

Kategpa no MeguuunHcka NeHeTuka
MeguunHckun YHusepcutet - Cocus
yn."3apase" 2, Codusa 1431

Ten/®akc: (02) 9520357

PvkoBoanten: gou. a-p Opara ToHyeBa
www.mu-sofia.bg

OTaeneHune no KnuHu4yHa NeHeTUukKa

Cneuuwanunsnpana 6onHuua no getckn 6onectn (CBAJAB)
yn. ,MBaH ewos” 11, Codua 1606

TenedoH: (02) 9523840, BbTp. 341

PvkoBoguten: g-p Pagka TuH4eBa

®Purypa 1: NeHu, Xpomosomu n AIHK

KIneTka

e }\XPOMO3OMM - 23 OBOWKMK

4

XpomosomaTa € CbCTaBeHa
OT reHun

© Clinical Skills Ltd

Xpomosomute (Bux dur. 2), HomepupaHu ot 1 go 22 usrnexaar
MO €4MH M CbLM HayYMH M Npu OBaTa nona. Te ca HapeyeHu
aBTo3oMu. [1Borka HomMep 23 ce pasnuyaBa Mpu MbXeTe U
XEHUTe 1 Te3n XpoOMO30MM Ce Hapuyat nonosu. Mima gsa Buga
NONOBU XPOMO30OMM, e[Ha HapeyeHa X- XpoMo3oMa W efHa,
HapeyeHa Y- xpomo3oma. >KeHuTe HopmMarnHo umart gse X-
xpomo3dommn (XX), kaTo HacnegasaT egHa X- Xpomo3oma OT
MaKka cu n egHa X- xpomo3soma oT balla cu. Mbxete HopManHo
nmat egHa X n egHa Y- xpomosoma (XY), kaTo Hacrnegasat X-
XpomMo3omaTa OT Maunka cu, a Y- xpomosomarta oT bGawa cwu.
CnepoBatenHo Ha ®ur. 2 ca nNokasaHn XPOMO3OMUTE Ha MBX,
TbW KaTo nocregHata XpoMo3oMHa ABovika e XY.
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®durypa 2: 23 [1BOUKM XPOMO3OMMU, noapeneHu no
pa3mep; Xpomo3oma 1 e Han- ronsima. NocnegHute
ABe TMoOKa3aHuM XpoOMO3OMM ca nornoBuTe
XPOMO3OMM.
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XpOMO30OMHM N3MEHEHUA

BaxHo e ga uma paBHOBECME Ha XPOMO3OMHWUS HU MaTepwuarn.
ToBa e Taka, 3all0TO reHUTe, KOUTO MHCTPYKTUPAT KNeTkuTe Ha
HaLWeTo TAMo ce HammpaT B Xxpomo3omuTe. Becaka egHa npomsiHa
B 6posi, pasamepa nnu CTpykTypata Ha HalumTe XpOMO30OMU MOXe
Ja oO3HadaBa NpoMsaHa B KONMUYECTBOTO uMnu nogpeabata Ha
reHeTMyHata uHdgopmauusa. TakaBa nNpomMsiHa MOXe fa aosene
A0 YMCTBEHa HefoCTaTbyHOCT, 3abaBeHO pas3BuTUE UMK
34paBHM Npobremn B paHHa AeTcka Bb3pacT.

XpOMO30OMHUTE M3MEHEHWss MoraT ga 6baart yHacnegeHu ot
eanHus poauten. Han- 4ecto XPOMO3OMHUTE TMPOMEHU Ce
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Kboe mora ga Hameps noBe4vye MHdopmauma 3a
XPOMO3OMHUTE U3MEHEeHUA?

ToBa e camMO KpaTbK HapbyHMK 3a XPOMO3OMHUTE M3MEHEHMUSI.
MoBeye nHdopmaums moxe ga 6bae nonyyeHa oT:

HauunoHaneH AnuaHc Ha XopaTta ¢ Pegku bonectu
CopyxeHue B obLiecTBeHa nonsa 3a 3alumMta npasaTta Ha
XopaTa ¢ pegkun 6onectu B bbnrapus.

oyn. ,Jdarax LlaHkos” 59, Bx. XX eT. 2, an. 6

panoH Narpes, Codusa 1756

Ten: 0878 323748

Mpencepaten: r-H Bnagumnp Tomos

Unique - lpyna BbB BenukobputaHusa 3a nopgkpena Ha
nauyueHTUu ¢ peakn XpoMO3OMHU aHOManuu

PO Box 2189,

Caterham,

Surrey

United Kingdom

CR3 5GN

Ten: + 44 (0) 1883 330766

info@rarechromo.org

www.rarechromo.org
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KakBo TpsibBa Aa 3anoMHUM

. AHoManunTe ce yHacnegsisaT WM Ce CcryyBaT OKOJO
nepuoda Ha 3abpemMeHsBaHEeTO.

. AHOManusaTa He Moxe Aa 6bae KopurmpaHa- T ocTaBa 3a
LA XKUBOT.
. AHOManuaTa He e 3apasHa. CneagosaTenHo HocuTen Ha

TpaHcroKkaums Moxe Hanpumep Aa 6bae JOHOP Ha KPbB.

. UecTo xopaTa ce 4yBCTBaT BMHOBHM 3a XPOMO3OMHUTE
aHomManuu, KOMTo ce npegaBaT B CEMEWCTBOTO. BaxHo e
Ja ce 3arnoMHW, Ye HMKOW He € BUHOBEH U HUKOW He e
HanpasBwJl HELLO, C KOETO Aa NMPUYMHM CIYyYMnoTo ce.

. Mo- ronaAmarta 4acT OT HocuTenuTe Ha GanaHcupaHu
XPOMO3OMHM aHOManuu, mMorat [a UMaT HambiHO 34paBy
aeua.

5

cnyyBaT, korato ce obpasyBaT sluekneTkata  unu
cnepMaTto3omauTe, KakTo M Mo BpeMe Ha onnoxpgaHeto. Tesu
N3MeHEeHMs1 Bb3HUKBAT 6e3 Aa MOXEM [a MM KOHTponupame.

Nma aBa OCHOBHM BMOa XPOMO3OMHU M3MEHEHWs!, KOUTO MoraT
[a ce crnyyar.

NMpomeHun B 6poss Ha xpomo3omute. Korato Mmame noseve
UIIM NMO- Marsnko KOnmsa XpoOMo3oMu OT HOPMarsHuTe.

NpomeHn B CTpyKTypata Ha XxpomosomuTte. Korato
maTepuanbT B AafleHa XPOMO30oMa € HapyLleH MInn npemMecTeH
Mo HsIKakbB HauvH. ToBa MoXe Aa BkMoyBa A06GABAHETO UNU
nMncata Ha XpomMo3oMeH maTtepuan. B Tasu Gpowypa Hue Lie
pasrnegame XpOMO3OMHM Aeneuun, XPOMO3OMHM AynnvKaumu,
XPOMO3OMHWU  MHCEPUMU, XPOMO3OMHU WHBEPCUU U
NPbCTEHOBMAHM  Xpomo3omu. Ako Bu e HeobGxoauma
MHoOpMaUUs 3@  XPOMO3OMHWUTE  TpaHCroKauuu, Mons,
npoyeTeTe GpollypaTa NOCBETEHa Ha TSX.

NMpomeHu B 6posi Ha XxpomMo3omMuTe

HopmanHo, Bcsika KneTka OT YOBELWKOTO TAMno cbAabpxa 46
XpomMo3omun. Bbnpekn TOBa, noHsikora 6ebeTo ce paxga C
TBbpAE MHOIMO WM Masnko xpomo3omu. ToraBa 6ebeto mma
TBbPAE MHOIO NN TBbPAE Marko reHy Ui NHCTPYKLNN.

EOnH OT Hau- 4yecTute nNpuMMEPU Ha TEeHeTUYHa aHoManus,
npuyYMHEeHa oT no- ronam 6pon xpomo3omu € CUHOPOMBT Ha
[ayH. XopaTta ¢ Ta3n aHomanusa umat 47 BmecTto 46 XpomMo3omu
B TexXHWTe KrneTku. ToBa e, 3alloTOo Te uMaT Tpu BMECTO [Be
Konusi Ha xpomo3oma 21.



6

®durypa 3: Xpomo3zomum Ha Momuye (nocnepgHarta
ABounka e XX), KoeTo umMa Tpu Konus Ha Xpomo3oma
21, BMecTO oObmnyanHuTe aBe.
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N3meHeHus B CTPyKTypaTa Ha XpOMO3oOMMUTe

M3meHeHNss B XpoOMO3OMHaTa CTpyKTypa Ce CcryyBaT, KoraTo
reHeTUMHUAT MaTepuan oT AadeHa XPOMO30Ma € NPeKbCHaT UMK
pa3MecTeH MO HSAKaKkbB Ha4YuH. Te3n W3MEHEeHUs Moxe [a
BKNOYBAT W AOo00OaBAHETO unM 3arybata Ha XPOMO3OMEH
mMaTepuan u MoXe [a ce Crny4u no pasnnyHU HauMHU, KOUTO Le
obcbanm no- gony.

11
AHanusmn 3a XxpoMO30MHU aHOManNUn

[eHeTU4YHNTE aHanuM3nM ce npoBexaaT, 3a Oa AoKaxaT ganu
AadeH 4YoBeK e HocuTen Ha aHomanus. B3auma ce kpbB M
KneTkmte OT KpbBTa ce wu3cnegeatr B nabopatopusa 3a
nogpenbata Ha xpomo3omuTe. To3nm aHanmM3 ce Hapuia
KapunoTunupaHe. Bb3MOXHO € ga ce M3BbPLUM U MO BpeMe Ha
OpeMeHHOCTTa, 3a Ja ce NpOoBepu XPOMO30OMHAaTa CTPYKTypa Ha
0ebeto. ToBa e T.Hap. NpeHaTanHa AnarHoCcTMKa, KOSITO MOXeTe
aa obcbauTe C reHeTUYHUsI KOHCYNTaHT (noBeye WHdopmauus
3a Te3n aHanM3m Moxe Aa HamepuTe B OpollypuTe 3a XOPUOHHA
Buoncusa n amHMoueHTesa).

Hpyrnte yneHoBe Ha CEMEeUCTBOTO

AKO B HSIKOM OT 4YfieHOBETE Ha egHO CEMEWCTBO Ce OTKpue
XpOMO30OMHa aHoManus, uHdopmaumara moxe pa O0bae
obcbaeHa ¢ gpyrute dneHose. ToBa MM AaBa Bb3MOXHOCT ako
XenasT, CbWo Aa AadaT KpbB 3a aHanus, 3a Ja NpoBepsaT ganuv
HOCAT Tas3n aHomanus. ToBa MoOXe pOa Obae oT ocobeHa
BaXXHOCT 3a Te3u, KOMTO Be4ye MmaT geua Unu uckaTt ga umart B
Obaoeule.

AKO Te He ca HocuUTenu Ha aHoManuaTa, TO Te HaAMa ga A
npegagaTt Ha MOKOMEeHMeTO cu. AKO S HOCAT, MO BpPeEMe Ha
OpeMeHHOCTTa MOXe Aa Ce NpoBede aHanua, 3a Aa ce NpoBepsiT
Xpomo3omuTe Ha 6ebeTo.

Hskon xopa cpewiat TpygHOCTM CbC CnodendHeTo Ha TakaBa
nHopmauuss C oOcTaHanuTe 4YreHOBE Ha CEMEWCTBOTO.
[MpuTecHsBaT ce OT Npeau3BUKBAHETO Ha YYBCTBO Ha CTpax npwu
OoCTaHanuTe. YneHoBeTe Ha HSKOM CeMencTBa ca u3ryounu
Bpb3Kka MoMexay CUM M KOHTaKTbT UM Moxe Oa Obae TpyaeH.
[eHEeTUYHNTE KOHCYNTaHTW YecTO MMaT ronsM OnuT B TakuBa
cuTyaumm n moxe ga Bu nomorHaT CcbC CbBET Kak a criogenure
Tasu nHpopmauma ¢ 6rms3knTe cM OT CEMENCTBOTO.
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AKO eAMHUAT poauTen nMa XpoMO3OMHa aHOManus,
TOW UMW TA BMHAru nu s1 npegaBa Ha NOKONEHMeTo
cn?

He BMHarn, nma HAKOMKO Bb3MOXXHOCTU 3a BCsiKa 6peMeHHOCT:

. [Jeteto MOXe pga yHacnegu uM3UANO0  HopmarsHa
XpOMO30MHa noapenoa.

. [leTeTo MOXe [a yHacneau HoceHata OT poauTens cu
XPOMO30MHa aHOManwms.

. [eTeto MOXe Oa ce poau C YMCTBEHa HeAOoCTaTbuYHOCT,
3abaBeHO pasBuUTHE N 30paBHK Npobnemu.

. BpeMeHHOCTTa MOXe Aa 3aBbpLUM CbC CNIOHTaHeH abopT.

CnepoBaTenHo, 4ecTto € Bb3MOXHO YOBEK C XPOMO3OMHa
aHomanus Ja uma 34paBoO AeTe M ToBa Ce CryyBa Ha MHOro
xopa. Bcsika aHOManusa e yHukanHa u Hocutenute n TpsibBa ga
0bCcbaAT cuTyaumsTa ¢ reHeTU4eH cneymanuct. Yecto moxe fa
6boe poAeHO OeTe C XpOMO3OMHa aHoManusi, BbMpekn ye
XPOMO30OMUTE Ha poauMTeENUTE ca HOpManHu. Taknea aHoManuu
ce Hapwuyat “de novo” (0T naTMHCKaTa Ayma 3a HOBOBbBb3HUKHAI).
B TO3M cnyyawn, puckbT poauTenuTe ga MmaTt OPYro geTe CbC
cbllaTta aHoManusi € MHOro MarsbK.

7

[loka3BaHeTo Ha W3MEHEeHMs] B XPOMO3OMHaTa CTPyKTypa OT
nabopaTopHUTe cneumanucTu Moxe aa 6bae MHOrO CIOXHO.
Hopun n ga 6bae HaMepeHo U3MeHeHMe B CTPYKTypaTta, YecTo €
TPyOHO Aa ce Nnpeackaxe KakbB egekT e Mma TO BbpXy
KOHKpeTHOTO pfgeTe. ToBa MOXe [Oa € pasovyapoBallo 3a
poauTenuTe, KOUTO UCKaT Aa UMaT KOMNKOTO € Bb3MOXHO NoBeYe
NHOpPMaLUA 3a TAXHOTO Obaello aeTe.

TpaHcnokauumn

Ako Bun e HeobxogMma WHGoOpMauMa 3a XPOMO3OMHUTE
TpaHcnokaumm, Mons, npoyeTteTte GpoluypaTa NOCBETEHA HA THAX.

Deneunn

TepMUHBT XpOMO3OMHa [feneums
0O3Ha4aBa, Ye YacT OT Xxpomo3omaTa
e 6una wusrybeHa wnu wmsTputa.
[eneunsita Moxe ga ce crnyys Ha
BCslka XpPOMO30Ma, BbB BCsKa
HenHa 4acTt. [eneuusita moxe Aa
Obae c pasnuyeH pasmep. Ako
reHeTM4eH wmaTepuan, CbObpKall
BaXKHW MHCTPYKUMM 3a TAnoTo 6bae
N3TPUT, TO3N YOBEK MOXe Oa uMma
yMCTBEeHa HepfoCTaTb4YHOCT,
3abaBeHO pasBuMTME UMW 34pPaBHU
npobnemun. CepunosHocTTa UM
3aBMCM OT TOBa KakBa 4acT OT
XpoMo3omaTa e U3Tputa Unn Kbae
ce Hamupa geneuusTa.
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Oynnukauuu

TepMNHBT XpPOMO3OMHa
Aynnukauusa o3Havasa, Ye JafeHa
XpomMo3omMa € yAaBouna 4act oT
cebe cu, cnegoBaTenHo uma
npeacTaBeH MnpekaneHo MHOro
XpoMo3oMeH MaTepuan. Tosu
AONBbIIHNTENEH XPMO3OMEH
MaTepuan MoOXxe [a O3HadaBsa, 4ye
TANOTO nNofy4YaBa npekaneHo
MHOrO WHCTPyKUMM 3a paboTta wu

CbllO MOXe Jja poBede Ao
HegocTaTb4yHOCT,
3abaBeHO pas3BuUTME UNU 34pPaBHU
npobnemun B geTcka Bb3pacrT.

yMcTBeHa

MUHcepuun

XpomMo3oMHaTa uHcepuusa
O3HayaBa, 4e MaTepuman oOT
Xpomo3omaTta € BMbKHAT Ha
Heobu4yanHO MACTO B CcbllaTa UNu
B Apyra xpomo3oma. AKO HsaMa
OOMbMHUTENEH WM  nuncBauy
XpoMO3OMeH MaTepwuan,
OOMKHOBEHHO TO3M YOBEK €
3gpaB. AkO uma pobasBeH wunu
nuncea XpoOMO3OMEH MaTepwuan,
TO3M YOBEK MOXe jJa uma
YyMCTBEHA He[oCTaTb4HOCT,
3abaBeHO pas3BUTUE UK 34paBHU
npobnemu.

MpbCcTEeHOBUAHU XPOMO3OMU

TepMUHBT NPbLCTEHOBUAHA
XpoMoO30oMa O3Ha4yaBa, 4Ye [BaTta
Kpas Ha Xxpomo3omaTa ca ce
cnenunu 3aegHo u ca obpasysanu
"NpbCcTeH”. ToBa ce cnyysa KoraTo
ABaTa Kpasi Ha XpoMO3oMuUTE ca
n3tputn. OctaHanute Kpaviia Ha
Xpomo3omaTa ca Jenkasu” u ce
cBbp3BaT nomMexay Cu B
npbCTEHOBMAHA CTPYKTypa.
Edekta Ha TOoBa cbbOUTHKE
0OMKHOBEHO 3aBMCU OT TOBA KOJSIKO
XpOMO3OMeH MaTepuan wu
cnepoBaTeNnHO KOMKO
UHopmauuss e Ouna um3Tputa
npean xpomosomaTa ga obpasysa
,APbCTEHA”.

UHBepcun

XpoMo3oMHaTa uUHBepcusd
O3Ha4yaBa, 4Ye YacT OT
xpomo3omata e ob6bpHaTa
HaoOpaTHO, KaTto MO TO3M Ha4uH
nocrnenoBaTeNHOCTTA Ha reHuTe B
XpoMo3omMaTta € 4aCTU4HO
obbpHaTa. B noeuyeTo cniyyawm,
XPOMO3OMHUTE WHBEPCUU HE
npuuMHABaT 34paBHU  nNpobnemu
Ha HoCcuTens nM.



