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Xpomo3omHM TpaHcnokaumm

TekcTbT, KOWTO cnegBa no- [ony o0cCcbxaa  Kakeo
npeacraBnaBar  XPOMO3OMHUTE  TpaHCcnokauuMu, Kak ce
yHacnegssaTt U kora moraT ga gosedaT go npobnemu. Tasu
Opowypa e cb3gageHa, 3a ga ce M3non3ea YCnopeaHo Ha
pasroBopa C BaluMA FeHeTUYEeH KOHCynTaHT nm Bu nomara ga
3agageTe BaxHW 3a Bac Bbnpocu.

KakBo e XPOMO3OMHa Tpchn0Kau,m=|?

3a na pasbepeTe KakBO € XPOMO30OMHaTa TpaHCMNoKauus, MbPBO
TpsAGBa Oa 3HaeTe KakBo Ca reHUTe 1 XpoMO3oMUTE.

KakBo ca reHuTte u XpOMOSOMMTe?

Haweto Tan0 € narpageHo OT MUITMOHU KIEeTKWU. MoBe4eTo
KINETKN CbAbpXaT MbliE€H Ha6op OT reHn. Hue mmame xmnsgu
reHn. [eHnTe ca KaTto MHCTPYKTOPU, KOUTO KOHTPOJNIMpPAaT pacTeXa
HN U KaK Oa pa6OTVI HawerTo T4a50. Te ce OTroBOpPHU 3a MHOIO OT
HaWNUTe 4YepTHn, KaTto UBAT Ha OYHYUTE, KpbBHA rpyna unn Terrno.

[eHnTe ce HOCAT OT NOAOBHU Ha HULLKW CTPYKTYPU, HapedeHu
XpomMmo3omu. HopmarHo, HMe nmame 46 XpoMO30MU B NMOBEYETO
HM KkneTkn. Hwe HacneggBame HawMTe XPOMO3OMM OT
pooutenute HU, 23 OT Mamka HuM M 23 oT Oawa Hu.
CnepoBaTtenHo nmame 2 KoMnsekra oT no 23 XpoMO3oMU Unmn
23 0BOVKN. TbW KaTO XpOMO30OMUTE Ca MU3rpafdeHN OT FeHu, Hue
yHacnegsasame no ABe KOnuMs OT MOBEYEeTO reHu, No egHo oT
BCekM poauten. ToBa e npuymMHaTa, nopagm KOSATO YeCcTo umame
CXOAHM YepTM C HawuTe poauTenn. Xpomosomute, a
crnegoBaTenHo M reHnTe ca n3rpageHn oT XMMMYeCcKo BELECTBO,
HapeyeHo [JHK.
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HaumnoHanHa NeHeTnyHa JlaGopaTopus dJMrypa 1: leHn, Xpomo3omu u OHK
YHuBepcutetcka 6onHuua "ManumH gom", etax 14
yn."3gpase"2, Cocuma 1431 ]
TenedoH: (02) 9172268; (02) 9172473 " - ik
dakc: (02) 9172469 _— B
PbtkoBoaunten: npod. a-p IBo KpemeHcku
www.lmpbg.org

nnosamBe

Xpomoaoma'ra € CbCTaBeHa
OT reHun

OTpeneHne No MeguLMHCKA reHeTUuKa
MeanuuHckn YHmnsepcuteT - [nosave

oyn. ,Bacun Anpunos” 15-A, Nnosaus 4000
Ten: (032) 602445

PtkoBoanten: gou. a-p Mapraputa CtedaHoBa
www.meduniversity-plovdiv.bg

BAPHA © Clinical Skills Ltd
durypa 2: 23 [IBOMKM XPOMO3OMMU, nogpeneHun no
OtAenenme no MeauunHCKa reseTika pa3mep; Xpomo3oma 1 e Haii- ronsima. MocnegxHuTte

MeguunHckn YHuBepcuteT - BapHa

Yn. “Xpucto CmupHeHckn” 1, BapHa 9000
Ten: (052) 30 28 51, BbTp. 396, 342 Xpomozomu.

PxkoBoauten: gou. a-p Jitoamuna AHrenosa

WWW.mu-varna.bg S - Y

ABe noKa3aHu XpoMO30oMHU ca noinoBuTe

MNEBEH £ %

Cekuwus ,,MeamumHcKa reHeTuka” X Y o
MeauumHckn YHusepcuteT - MneseH it 55 i ~F Lf
yn. ,Cs. KnumeHT Oxpuackn” 1, MneseH 5800 1T f£Y £} /% I
Ten: (064) 884184 (064) 884169; (064) 884274 & 7 s 9 10 1 1
PbkoBoauten: gou. a-p Mapusi CumeoHoBa LY SR Y TEE T i

www.mu-pleven.bg AL B A ) '
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Xpomosomute (BMX dur. 2), HomepupaHun ot 1 go 22 uarnexaar
No €AMH M CbLUM HaYMH M Npu OBaTa nona. Te ca HapeyeHu
aBTo3oMu. [1Borka HOMep 23 ce pasnuyaBa Mpu MbXeTe U
XEHUTe 1 Tesn XpoOMo30oMM ce Hapuyat nonosu. Mima gsa Buaa
NnosioBM XpPOMO3OMU, €dHa HapeyeHa X- XpoMo3oma U efdHa,
HapeyeHa Y- xpomosoma. XeHuTe HopmanHo umaTt aBe X-
xpomo3ommn (XX), kaTo Hacrnegasat efHa X- Xpomo3oma oOT
Marika cu n egHa X- xpomo3soma oT 6aiua cu. MbxeTe HopManHo
nmat egHa X n egHa Y- xpomosoma (XY), kaTo Hacnegasat X-
XpomMo3omaTa OT Mamnka cu, a Y- xpomo3omarta oT bGawa cu.
CnepoatenHo Ha dur. 2 ca nokasaHM XPOMO3OMUTE Ha MbX,
TbW KaTo nocriegHata XpoMo30MHa ABoviKa ca XVY.

BaxHOTO e,Me HMe npuTexaBame TOYHOTO KONMYECTBO
XpOMO3OMEH Matepuar, Tbil KaTo reHuTe (kouTo [Aaeat
yKasaHusi Ha KINeTKMTe B HalleTo TANo) ce HamupaT BbpXy
XxpoMmo3omute. Jluncata Ha onpegeneH @parMeHT oT
XpomMo3omaTta UM HanMyMeTo Ha OOMbIIHUTENHa TakaBa 4acT
MOXe [fOa [fnoBede A0 YMCTBEHa HedocTaTb4yHOCT, 3abaBeHo
pasBuTUE UNK 34paBHM NPoGremMun B paHHa AeTcka Bb3pactT.

KakBo e TpaHcnokauma?

TpaHcnokauusi oO3Ha4yaBa, 4Ye € Hanuue HeobuyaliHo
NPeycTPOMCTBO Ha XpomMo3oMuTe. ToBa MOXe da Cce CIyyu
3aLoTo:

a) e Bb3HMKHANa pas3MsiHa No BpemMe Ha obpasyBaHeTo Ha
AnuekneTkata uUnuM cnepmMmaTto3onauTe, KakTto M No Bpeme Ha
onnoXxmaaHeTo.

b) e yHacnegeHa npomeHeHa XpOMO30OMHa OpraHu3auus unm ot
MankaTa unu ot bawara

CbwecTtByBaT ABa OCHOBHWM Tuna TpaHCroKauuu:
PEUMNPOYHA TtpaHcnokauma u POBEPTCOHOBA
TpaHcnokauums.
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Orphanet

YebcanTt cbc cBO6OAEH OOCTbHM, KOUTO ocurypsisa nHopmaums
OTHOCHO peaku 3abonsaBaHus, KNMMHWYHW NbTEKW, NeKkapcTBa m
AaBa Bpb3ka C nomowHW rpynu B EBpona. lMapTHbOp Ha
Orphanet 3a bvnrapusa e MHdopmaunoHeH LleHTbp 3a Pegku
Bonectn n Nlekapcrtea Cupaun (MLPBIC).

www.orpha.net

UHdopmaumoHeH LieHTbp 3a Peakn bonectn u JlekapcTtBa
Cupaum

BeannatHa o6pasoBaTtenieHa W WHOPMaUMOHHA ycrnyra,
npegnarawia mMeavumMHcKa W 3gpaBHa MHAOPMaLMA 3a peaku
3abonsiBaHnA Ha 6bArapcky U aHrMMNCKN e3UK.

www.raredis.org

EuroGentest

Yebcant cbc cBoBOAEH OOCTBM, KOUTO ocurypsisa nHopmaums
OTHOCHO reHeTUYHUTE MU3cneaBaHns U AaBa Bpb3Ka C NMOMOLLHM
rpynu B EBpona.

www.eurogentest.org

Mnu BawmTe MecTHM naGopaTopum No reHeTUKa:
cooud

Kateppa no MeguumHcka NeHeTuka
MeanumHckn YHusepcutet - Cocusa
yn."3gpase" 2, Codusa 1431

Ten/®akc: (02) 9520357

Pvkosoauten: pgou. a-p Opara ToH4yeBa
www.mu-sofia.bg

Otpnenenune no KnuHu4yHa NeHeTuka

Cneunanusnpana 6onnHuua no getckn 6onectn (CBANLB)
yn. ,MeaH Newos” 11, Codusa 1606

TenedoH: (02) 9523840, BbTp. 341

PvkoBoauten: o-p Pagka TuH4yeBa
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OT KbAe MoxemMm Aa nosfy4ymm nose4ve uHdcpopmaums
3a XpOMO3OMHUTE NpeycTponcTea?

ToBa e camMo KpaTbK HapbYyHMK 33 XPOMO3OMHUTE
TpaHcnokauuu. MNoeeye MHGOpPMaLMA MoXeTe Aa NnonydmTe oT:

HaunoHaneH AnnaHc Ha Xopata ¢ Peaku Bonectun
CaopyxeHue B obLlecTBeHa nonsa 3a 3awuTa npasara Ha
xopaTa ¢ pegku bonectu B bbnrapus.

6yn. ,[Jarax LlaHkoB” 59, Bx. XX eT. 2, an. 6

panoH UNarpes, Codunsa 1756

Ten: 0878 323748

Mpeacepaten: r-H Bnagumup Tomos

Unique — lpyna BbB BenukobputaHusa 3a nogkpena Ha
nauMeHTU ¢ peaKu XpOMO3OMHU aHOManuun

PO Box 2189,

Caterham,

Surrey

United Kingdom

CR3 5GN

Ten: + 44 (0) 1883 330766

info@rarechromo.org

www.rarechromo.org

PeunnpoyHun TpaHcnokaumm

PeumnpoyHa TpaHcnokaumsa Bb3HWKBA, KOoraTo ABa oparMeHTa
Ce OTKbCHAT OT ABEe PasfiMyHM XPOMO3OMU U pasMeEHAT MecTaTa
cn. ToBa moxe aa ce Buan Ha durypa 3.

durypa 3: Kak ce nosBABa peuunpoyHa
TpaHcrnokauus

[IBE HOPMasHu yacTu oT ABe ..nce

ABOWVKMU XpPOMO30MMU ce CBbp3BaT KbM

XPOMO30MM OTKbCBAT ...... pasNUHM
XpPOMO30MM
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Po6GepTcoHOBM TpaHcnokauumn

PobGepTcoHoBa TpaHcnokauuMsi Bb3HMKBA, Korato eaHa
XpoMo3oma ce cbeauHsBa c pgpyra. durypa 4 nokasea
PobepTcoHoBa TpaHCcnoKaLuus, BKoYBaLla ABe XPOMO3OMM.

durypa 4: Kak ce nosBaBa PobGeptcoHoBa
TpaHcroKauus

ABe ABOMKWN HOPMasiHn

PobepTcoHoBa
XPpOMO30MU TpaHcokaums:
XpOMO30Ma OT efHa
ABOMKa ce npunens KbM
XpOMO30Ma OT gpyra
ABOMNKa
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KakBo TpsibBa Aa 3anoMHUM

e VHOMBMON, KOUTO HOCAT GanaHcupaHa TpaHcroKauus
0OMKHOBEHO Ca 3apaBu. EQMHCTBEHUMAT criyyan, B KOMTO
MOXe [a Bb3HUWKHe npobnem e, Korato TO3W 4YOBEK ce
onuTa ga uma geua.

° TpaHCJ'IOKaLI,I/IFITa € Unn yHacrnegeHa ot poautend, unun ce
nojiy4yaBa no BpemMe Ha 3a4eBaHeTo.

e TpaHcrokauusita He Moxe Aa Obae KopurmpaHa- TS
ocTaBa 3a LA XUBOT.

e TpaHcnokauusaTa He e 3apasHa. CnegoBaTenHo HocuTen
Ha TpaHCroKauus MoXe Hanpumep fa 6bae AOoHOp Ha
KPbB.

e YecTto xopaTa ce 4yBCTBAT BWHOBHM 3a HELO KaTo
GanaHcuMpaHa TpaHcnokauusa, KOSTO ce npedasa B
CeMencTBoTo. BaxkHO e Ja ce 3anoMHU, Ye HAMa BUHOBHU
N HUKOW HEe e HanpaBui HELLO, KOeTO Aa NPUYNHKU TOBa.




Apyrute uneHoBe Ha CEMENCTBOTO

AKO B HSIKOW OT 4rieHoBeTe Ha efHO CEMEWCTBO ce OTKpue
TpaHcnokaums, To3uM MHOUBUG MOXe Aa xenae ga ro obcbam ¢
OpYyrnTe YneHoBe Ha CEMENCTBOTO. ToBa UM JaBa Bb3MOXHOCT,
aKo XenasaT ga CuM HanpaBAT KPbBHO u3cneaBaHe, 3a Aa
NPOBEPAT Aann Te CbLUO Ca HOCUTENN Ha TpaHcnokauusTa. Toea
MoXe ga 6bae oT ocobeHa BaXHOCT 3a Te3u, KOUTO Beye umart
aeua nnu uckat ga umart B 6baeule.

AKO Te He HOCAT TpaHcrokauusi, ToraBa He Morat ga A
npegagaT Ha TEXHUTE Aeua, HO ako Te HOCAT TpaHCNoKaums, Ha
TSX CbLO MOXe Aa Obae npennoXxeHo uscneasaHe nNo BpemMe Ha
OGpemMeHHOCTTa 3a NpoBepka XxpoMo3omuTe Ha 6ebeTo.

Hakon xopa cpelsat TpyAHOCTU CbC CrOAensHeToO Ha TakaBa
MHopmMauuss C OCTaHanuTe 4YfeHOBE Ha CEMEWNCTBOTO.
[MputecHsiBaT ce OT Npeau3BUKBAHETO Ha YYBCTBO Ha CTpax npwu
oCTaHanuTte. YneHoBeTe Ha HSAKOM ceMencTBa ca u3rybunu
Bpb3Ka NMomMexay CU M KOHTaKTbT MM MoXe Aa Obae TpyaeH.
[eHeTUYHNTE KOHCYNTaHTW YeCcTO MMaT rofnsM OnuUT B TakuBa
cuTyaumm n moxe ga Bu nomorHaT cbC CbBeET Kak a criogenure
Tasn nHpopmauna ¢ 6nmsknTe cm OT CEMENCTBOTO.

3aLo Bb3HUKBAT TPaHCoKaumumn?

Bbnpekn, 4e 1 Ha Bcekn 500 yoBeka Mma TpaHCroKauus, Hue
BCE Ole He 3HaeM 3aWwo Te ce cnyysaT. 3HaeMm, 4e
XpPOMO30OMUTE M3MMexaa ce KbcaT U CbeanHABaT OTHOBO A0CTa
4YecTo Mo BpemMe Ha obpasyBaHETO Ha cnepmaTo3onguTe Unu
ANLEKNETKNTe, UNM NO BPEME Ha 3ayeBaHeTo, KaTo camMo B
HAKOM cryvYaM ToBa BoauM [0 npobrnemu. Te3an npomeHu
Bb3HMKBAT 6€3 HMe ga cme cnocobHM aa rm KOHTponMpame..

Kora ToBa moxe ana posene Ao npobnemun?

W B oBaTa pasrnegaHun npuMmepa XpoMo30MUTE ca NpeycTPOoeHN,
Taka Ye HUKaKbB XPOMO3OMEH MaTepuasn He € U3rybeH unu
npupobutr. ToBa ce oO3HayaBa KaTo OGanaHcupaHa
TpaHcnokKauus.

MHomBmnag, KOMTO HOCM ©GamaHcupaHa TpaHcrnokauus
OBMKHOBEHO He € 3acerHaTt OT Hed M B MOBEYEeTO Criydaum He
3Hae, 4ye A nputexaBa. EOWMHCTBEHMAT crniydan, korato ToBa
MOXe [ia CTaHe BaXXHO e, KoraTo Ton unu T4 Wwe uma geua. Toea
€ Taka, 3alloTo AeTeTO MOXe Oa yHacneam ToBa, KOeTO Hue
Hapnyame HebanaHcupaHa TpaHCoKauuA.

Heb6anaHcupaHu TpaHcnokauumn

AKO eanHuNAT OT poauTennte Hocu GanaHcupaHa TpaHcrnokaums,
€ Bb3MOXHO THAXHOTO [AeTe [fga yHacnegu HebamnaHcupaHa
TpaHCNoKauusa, nNpu KoSTO UMa OOMbIHUTENEH (parmMeHT oT
egHa Xxpomo3omMa wu/wunu  nunceaw, dparMeHT OT  apyra
XpomMo3oma.

Yecto mMoXe ga ce poan geTe C TpaHCrokauusl, BbMNPEKU 4ye
XpOMO30OMUTE U Ha ABamaTta poauTenu ca HopmarnHu. ToBa ce
O3Ha4yaBa kKaTo “‘Oe HOBO' (OT naTUHCKM) WM HOBa
KOHQourypauma. B 103n cnyyan e marnko BepOsATHO poautenure

Oa nMmat gpyro gete C TpaHCriokauu4.
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[HeTte ¢ HebBanaHcupaHa TpaHCnokauMs MoXxe a uma yMCTBeHa
HeJOCTaTbYyHOCT, M30CTaBaHe B pPasBUTUETO U 34PaBOCIIOBHU
npobnemun. CepnosHOCTTa Ha Tasn MHBaNUAM3auMs 3aBUCK OT
TOBa, TOYHO KOU XPOMO3OMHU (PparMeHTn ca BKIHOYEHU U KaKBO
€ KONMMYecTBOTO Ha nunceBawms  wnv  OONbIHUTENeH
XpPOMO30OMeH MaTtepuarn. ToBa e Taka, 3aLl0TO HAKOU pparMeHTun
OT XpoMO30MaTa ca No-BaXXHW OT ApYru.

AKo poautenaT mma OGanaHcupaHa TpaHcnokKauus,
TOW UNN TA BUHaru nu we A npepane?

He e 3agbmKkuTenHo, Tbl KATO MMa HSAKOMNKO Bb3MOXXHOCTU 3a
BCsika eqHa BpeMeHHOCT:

e [leTeTo MOXe [fda yHacrneou W3USNO  HOPMaIHM
XPOMO30OMMU.

e [leTeTo MOXe [Ha YyHacrneau cbwata 6anaHcupaHa
TpaHcnokauus kato Ha poautenute. B noseueTo
cryyanm TO HAMa [a MMa HAKakBM npobrnemu KaTo
pesynTaT OT TpaHCrnoKaumsTa.

e [letTeTo MOXe pga yHacneaum HebanaHcupaHa
TpaHcnokaumsa U ga ce poau C U3BEcTHa CTeneH Ha
3abaBsiHe B pasBUTMETO, HECMOCOBHOCT 3a y4yeHe U
3[,paBOCMOBHU NpobriemMu.

e bBpeMeHHOCTTa 3aBbplLLBa C abopT.

CnepoBatenHo 3a uvHAMBWMA, KOWMTO Hocwu GanaHcupaHa
TpaHCNoKaumMsa € MHOro BeposiTHO Aa Mma 34paBu deua v npu
MHOro xopa ToBa ce criyyBa. Bbnpeku ToBa puMCKbT 3a HOCUTEN
Ha GanaHcupaHa TpaHcnokaums aa uMma gete ¢ U3BecTHa CTeneH
Ha WHBanNMAM3aumMsa € MOo-BUCOK OT CpedHusi, BbMpekn 4e
TeXecTTa Ha ToBa 3aBMCW OT TOYHUSA TUMN TPaHCMOKaLuS.

U3cneaBaHusA 3a XPOMO3OMHMU TPpaHCIOKaunu

CobulecTByBa reHeTMYHO M3cneaBaHe 3a AoKka3BaHe Aanv gageH
WHOMBMAO € HOocuTen Ha TpaHcnokauusa. [lpoBexaga ce
0OMKHOBEHO M3credBaHe Ha KpbBTa, KaToO KNEeTKUTe OT Hes ce
aHanuaupaT B nabopaTtopus, 3a Aa ce NpPoBepu opraHu3auusaTa
Ha Xpomo3omuTe. ToBa ce O3HayaBa KaToO KapuoTunMpaHe.
Bb3moxHO € pa ce npoBede v3cnegsBaHe M MO BpeMe Ha
OpemeHHOCTTa, 3a pga ce onpegenn pganu 6ebeto umma
XpPOMO30OMHa TpaHcnokaumsi. ToBa ce Hapuya npeHaTanHa
ANarHoCTMKa W ako Xenaete, MoXeTe ga ro obcbaute C
reHeTUYHUA cneumanuct (noBedye WHdopmaumnsa 3a Tesu
n3cnegBaHus e Hanuue B GpolypuTte 3a XopuoHHa Guoncust un
AMHMOLIEHTE3A).



