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X cBbp3aHO yHacneasiBaHe

cememctBa



X CBbp3aHO yHacneasiBaHe

NHdopmaumsTa, koaTo cnegsa obcbxaa KakBoO npecTtaBnsiBa X-
CBBbP3aHOTO yHacneassaHe. 3a na 6bae pasbpaHa Han- gobpe,
NbpBO TpAOBa Aa 3HaeTe KakBO Ca reHUTe U XpOMO30OMUTE.

FeHn n xpomosomu

HalleTo Tano e usrpageHo oT MUMMOHK KNneTkn. MoBeYeTo KNeTku
cbabpXaT MbfieH Habop OT reHn. Hue vmame Xunsgu requ.
FeHWTe ca KaTo MHCTPYKTOPW, KOMTO KOHTpONMpaT pactexa HU U
kKak ga paboTu HaweTto TAno. Te ce OTrOBOPHW 3a MHOrO OT
HaluMTe 4YepTu, KaTo LBAT Ha O4YuTe, KpbBHA rpyna Wnu Terno.
BCMUKM HME MMaMe XUNaOu FreHu U yHacneasisame OT MOBEYETO
OT TAX MO [OBe Konusi, Mo edHO OT BCeku poauTen. Tosa e
npuyMHaTa, nopagu KoATo YecTo MMame CXOOHM YepTu C HaluuTe
poauTenmu.

eHnTe ce HammpaTt B NOAOOHM Ha HULIKA CTPYKTYPU, HapeveHu
Xpomo3omu. HopmanHo, Hue nmame 46 XpOMO30MU B NMOBEYETO
HMW KneTkn. Hwe HacnegsBame HawuMTe XPOMO3OMU  OT
poauTenuTe Hu, 23 oT marka H1 1 23 oT bawa H1. CnegoBaTenHo
nMame 2 KkoMmnnekTa oT no 23 XpoOMO30MU Unu 23 OBOVKM.
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Wnu BawmnTe MecTHU nabopaTopun No reHeTUKa:

copunA

Kategpa no MeguumnHcka NeHeTuka
MeguumHckun YHusepcutet - Cocus
yn."3gpase" 2, Codums 1431

Ten/®akc: (02) 9520357

PtkoBoanten: gou. a-p Opara ToH4eBa
www.mu-sofia.bg

OTtpeneHue no KnuHnyHa NeHeTuka

Cneuunanunsnpana 6onHunuya no getckn bonectn (CBAIOB)
yn. ,MBaH Newos” 11, Codusa 1606

TenedoH: (02) 9523840, sbTp. 341

PwkoBognten: g-p Pagka TuH4yeBa

HaumoHanHa NeHeTnyHa JlaGopaTopus
YHuBepcutetcka 6onHuua "ManymH gom", etax 14
yn."3gpase"2, Cocumsa 1431

TenecdoH: (02) 9172268; (02) 9172473

dakc: (02) 9172469

Pbtkosoguten: npod. o-p IBo KpemeHcku
www.Impbg.org

nnosavB

OTaneneHne No MegULUMHCKaA reHeTUKa
MeguuunHckn YHuBepcuTteT - Nnosavs

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

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

BAPHA

OTpeneHue No MegULIMHCKA FreHeTUKa
MeanumHckn YHnsepcuteT - BapHa
Yn. “Xpucto CmunpHeHckn” 1, BapHa 9000
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ToBa e camMo KpaTbK HapbyHUK 3a X-CBbP3aHOTO yHacrneasBaHe.
MoBeye nHdopmaums moxe aa 6bae nonyyeHa oT:

Orphanet

Yebcant cbC cBObGOAEH AOCTBLM, KOMTO ocurypssa MHpopmaums
OTHOCHO peakn 3abonsiBaHUA, KNMHWYHU MbTEKWU, NnekapcTea u
AaBa Bpb3ka C nNomowHu rpynn B EBpona. lMapTHbOp Ha
Orphanet 3a Bbvnrapus e WHdopmaumoHeH LleHTbp 3a Pegku
Bonectn u lNlekapctea Cupauun (MLIPBIC).

www.orpha.net

UHdopmaumoHeH LleHTbp 3a Peokm Bonectn n JlekapcTtBa
Cupauu

BesnnatHa o6pasoBaTeneHa M MHGOPMAaUMOHHA  ycnyra,
npegnarawia mMeavumMHcKa W 3gpaBHa WMHOpMaumsa 3a penku
3abonsiBaHnA Ha 6bArapcky 1 aHrMUACKK e3KK.

www.raredis.org

EuroGentest

Yebcant cbC cBOGOAEH AOCTBM, KOUTO OCUrypsia MHpopmauus
OTHOCHO reHeTUYHWUTE U3CcneaBaHusa M JaBa Bpb3ka C MOMOLLHM
rpynu B EBpona.

www.eurogentest.org

durypa 1: N'eHu, Xpomosomu n fIHK

XpomoaomaTa € CbCTaBeHa
OT reHn

© Clinical Skills Ltd

durypa 2: 23 [IBOMKM XPOMO3OMMU, noapeaeHu no
pa3mep; Xpomo3soma 1 e Haun- ronama. NocnegHute
ABe NoKa3aHn XpOMO30MMU Ca NOSIOBUTE XPOMO3OMM.

X Wty gte
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Xpomosomute (BUXK dur. 2), HomepupaHe oT 1 oo 22 mnarnexaar
no eauH M CblWWM HaynuH u B ABata nora. Te ca HapedeHu
aBTO30MW. [lBOMKa HOMep 23 ce pasnuyaBa MNpu MbXeTe U
XeHUTe 1 Te3n XpoMo3oMu ce HapuyaT nonosu. Mima aBa Buaa
NnosioBM XpPOMO30OMM, efHa HapedeHa X- XpoMo3oma M ejHa,
HapeyeHa Y- xpomo3oma. XXeHuTe HopmanHo wumaTt ase X-
Xpomo3omu (XX), kKaTo HacnegsasaT eiHa X- XpoOMo3oma OT Marka
cn N egHa X- xpomo3oma oT bawa cn. MbxeTte HopmManHo umart
egHa X u egHa Y- xpomosoma (XY), kato yHacnegsasat X-
XpomMo3omaTa OT Maulka cu, a Y- xpomo3omata oT Oawa cwu.
CnepoBatenHo Ha dur. 2 ca nokasaHM XPOMO3OMUTE Ha MbX,
TbW KaTo nocriegHata XpoMo3oMHa BoKKa ca XVY.

lMoHsikora ce Habnogasa npomsHa (MyTaumsi) B €4HO OT KonusTa
Ha reHa, KOSITO cnvpa HOPManHoTo My yHKLMOHMpaHe. Tasu
NpoOMsiHa MOXe Aa MNPUYUHM FEHETMYHO 3abonsiBaHe, TbW KaTo
reHbT He JaBa NPaBUITHM UHCTPYKLMN Ha TANMOTO. X-CBbp3aHuTe
reHeTu4Hn 3abonsiBaHWsi ce MPUYUHSBAT OT U3MEHEHUS B TEH,
Hamupaly, ce Ha X-xpomo3omarTa.

KakBo npeacraBnsaBa X-CBbP3aHOTO peLeCUBHO
yHacnensaBaHe?

Ha X-xpomo3omaTa ca pasnofioXXeHM MHOro reHw, Kouto mmar
Ba)HO 3HA4YeHMe 3a pacTexa 1 pa3BUTMETO. Y-XpoMmo3omaTa e no
- Manka v Mma no- Mmarsnko reHu. XXeHnte mmat gBe X-XpoOMO30Mu
(XX), cnepoBaTenHo ako eguH OT FeHuTe Ha X-xpomo3omata
ObOoe NpOMEHEH, HOPManNHWAT reH OT Apyrata X-xpomo3oma
MOXe Oa KOHMeHcupa M3MEHEHOTO Konue. AKO TOBa cCe Chnyuw,
XeHaTa e 3gpaB Hocuten Ha X-CcBbp3aHo 3abonseaHe. [la 6baeL
HocuTen o3Ha4vaBa, 4Ye He cu 6oneH, HO HOCULL WU3MEHEHOTO
Konue Ha reHa. B Hakom cnyyam ca HabnogaBaHu XEHU C Neku
CUMNTOMM Ha 3abonsaBaHeTo.

MbxeTe nmat egHa X- n egHa Y-xpomo3soma. CnegoBaTesniHO ako
edVH OT reHuTe Ha MbXxkaTa X-Xxpomo3oma 6bae NMpOMEeHeH, Ton
HAMa OpYro KOnue Ha reHa, Koeto a KOMMeHcMpa U3MEHEHOTO.

Te3un, KOUTO BeYye nmaT geua unu uckart ga mmart B 6baelle.

Hsakon xopa cpewaTt TPYAHOCTM CbC CnogensHeTo Ha TakaBa
MHOPMaUMA C OcCTaHanuTe 4fieHOBE Ha CeMEWNCTBOTO.
[MputecHsBaT ce OT Npeau3BUKBAHETO Ha YyBCTBO Ha CTpax npwu
ocTaHanute. YneHoBeTe Ha HSKOM CeMencTBa ca u3ryounu
Bpb3ka MOMEXAY CUM M KOHTaKTbT MM MOXe Aa O6bae TpyAeH.
[eHEeTUYHNTE KOHCYNTaHTM 4YecTo MmaT ronsiM OnuT B Takuea
cuTyaumm n moxe aa Bu noMmorHat cbC CbBeT Kak Aa crnogenure
Tasn nHpopmauma ¢ 6rms3kNTe cM OT CEMENCTBOTO.

KakBo TpsibBa oa 3anoMHUM

. 3a xeHute- Hocutenkm wuma 50% puck pa npepagat
M3MEHEHUAT TeH. AKO wumMaT CUH U TOW yHacnegu
N3MEHEHUAT reH OT Manka cu, Tonm we Obae 3acerHat oT
3abonaBaHeTo. AKO wma Obweps UM TA  yHacneau
N3MEHEHUAT TreH, To Ta LWe Obae HocUTen KaTo cBoATa
MaMmka.

. Mbx, passun X-cBbp3aHO 3abonsiBaHe, BWHarKM Lie
npegage U3MEHEHUAT TEeH Ha ObLEpUTe Cu 1 Te Wwe 6baaTt
HOCUTENN, HO HMKOra HAMa ga ro
npegane Ha CMHOBETE CH.

. N3MeHeHNAT reH He MoOxe Aaa
Obae KopurmpaH- TOM ocTaBa 3a
LIS KUBOT.

. M3mMeHeHuAT reH He e 3apaseH.

CnepoBaTenHo HOCWUTENn Ha
N3MEHEH FEH MOXe Hanpumep ga
Obae AOHOP Ha KPbB.

. Yecto xopaTa ce 4yBcTBarT
BUHOBHM 3a TEHETUYHO
3abonsaBaHe, KOETO Ce npeaaBa B
cemencTesoto. BaxHo e pa ce
3anoMHM1, Ye HUKOMN He e BUHOBEH
N HUKOW He e Hanpasui Hewlo, C
KOEeTO Ja NPUYUHU CNYyYunnoTo ce.
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Korato geteTto € NbpBUA 4YNEeH Ha CeMenuCTBOTO,
pa3Buso 3abonsiBaHeTo?

lMoHsikora ce paxaa Momye ¢ X-CBbp3aHo 3abonisiBaHe, KOETO e
NbPBUAT 3acerHat 4fneH Ha CeMenucTBOoTO. ToBa MOXe ga ce
OBbIMKA Ha HOBO TEHETMYHO W3MEHEHMEe B sWUeKneTkata wunm
cnepmato3ouga, OT Kouto ce e obpasysano 6ebeto. Korato ToBa
Ce Cnyyn, HUTO €eauH OT poauTenuTte He € HocuTen Ha
3abonaBaHeTo. MHoro cnabo BeposATHO € Te3u poauTenu aa
nmat gpyro 605HO geTe cbe cbLOTO 3abonsBaHe. Bbnpeku ToBa,
3acerHatoto UM [geTe, KOeToO MMa M3MEHEH FeH, MOXe da o
npegage Ha NoKoSIEHMETO CH.

AHanuan 3a HOCUTENICTBO U aHanu3u No BpemMe Ha
OpemMeHHOCTTa

CoblyecTByBaT MHOMO Bb3MOXHOCTHM 3a Xopa ¢ haMmunHa nctopms
Ha X-cBbp3aHo 3abonsaBaHe. Moxe [a CblueCTByBa Bb3MOXHOCT
3a NMpoBeXJaHe Ha aHanu3 3a HOCUTENCTBO MPW XeHW, 3a Aa ce
npoBepu Janu Te ca HOCUTENW Ha W3MEHEHUAT reH. Tasu
WHpopmauus Moxe Oa Obae nonesHa 3a NfaHMpaHeTo Ha
OpemeHHOoCTUTE. 3a HAKOM X-CBbp3aHM 3abonsBaHua e
Bb3MOXHO gOa ce npoBepu panu 6GebGeto e yHacneguno
3abonsiBaHeTo (MoBeYe MHopmauna 3a Te3n aHanuanm Moxe aa
HamepuTe B GpoLlypuTe 3a XOpMOHHA Broncust 1 amHUoLeHTesa).
ToBa e T.Hap. NnpeHaTanHa guarHoctuka u Tpsibea ga obcbaute ¢
BaLLMA nekap Unn reHeTUY4eH KOHCYNTaHT.

Apyrnte yneHoBe Ha CEMEUCTBOTO

AKO HSIKOM OT YneHoBeTe Ha edHO CEMENCTBO MMa X-CBbpP3aHO
3abonsBaHe MnNu e HOCUTEN Ha TakoBa, MHopMaUuaTa Moxe aa
6bae obcbaeHa ¢ gpyrute YneHose. ToBa MM AaBa Bb3MOXHOCT
aKko >XenadT, CblWOo [a AagaT KPbB 3a aHanua, 3a ga NpoBepsiT
Aanu Hocat 3abongaBaHeTo. Tasn mMHpopmaumsa moxe ga 6vae
nosiesHa 3a AuMarHoCTUUMpaHeTO Ha JdpyrM  JneHoBe Ha
cemMencTBoTo. ToBa Moxe Aa Obae U oT ocobeHa BaXHOCT 3a
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ToBa o0O3HayaBa, 4Ye TO3M MbX uWe ObAe 3acerHat oOT
3abonaBaHeTo. 3abonsiBaHuATa, KOMTO ce npedasaT Mo TO3u
Ha4MH ce HapuyaT X-CBbp3aHu peuecuBHu 3abonaBaHus. Hakoum
npumepn Ha X-CBbp3aHu 3abonsdBaHua ca xemodunma A wu
MYyCKynHa guctpodus Tun [JioweH.

Kak ce yHacnepsaBatr X-CBbp3aHUTe peLecUBHU
3abonsaBaHua?

®durypa 3: Kak X-cBbp3aHuTe 3abonsBaHua ce
npenaBaT OT XXeHUTEe- HOCUTENU

Hocuten He3acerHar
XKeHa MBX

HopManeH
reH

3acerHar
reH

Hocuten HesacerHat HesacerHar 3acerHar
XeHa )KeHa MbX MbX
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AKo XeHa- HOCMTENn uWMa CWH, T4 LWe rnpejage wunm X-
XpoMo3omMaTa C HOpMarHUa TeH WK Tasnm C MNPOMEHEHMS.
CnepoBatenHo 3a Bcekn cvH mma 50% (1 kbMm 2) puck ga
yHacneaM MNpOMEHeHWsaT reH UM ga  Obae  3acerHat  oT
3abonsaBaHeTo. CobliectByBa 1 50% (1 KbM 2) BEPOSATHOCT, CUHBT
Aa yHacrneau HOpManHuaT reH. AKo ToBa ce Cryyun, TOM HAMa da
6bae 3acerHaT oT 3abonsBaHeTo. PuckbT e abcontoTHO
eAHaKbB 32 BCEKU CUH.

AKO XeHa- HocuTen uMa Abluepa, T4 We npegage unm X-
XpoMo3oMaTa C HOpManHust reH W Tasum C MNPOMEHEHUS.
CnepoBaTtenHo 3a Bcdaka abluepsa uma 50% (1 kbMm 2) puck ga
yHacnegu npomMeHeHus reH. AKO ToBa Ce Crnyyu, Ogbluepsita e
6baoe Hocuten kato mamka cu. CobuwectsyBa U 50% (1 kbm 2)
BEPOSITHOCT, AblUepsaTa Aa yHacneam HopMmanHusi reH. AKo ToBa
ce cnyyu, Ta HAMa ga 6bae HocuTen u HaAMa ga 6bae 3acerHarta
oT 3abonsaBaHeTo. PUCKBbT € abCconrTHO eAHaKbB 3a BCsIKa

Ablueps.

AKo egMH MBX, 3acerHat ot X-CBbp3aHO 3abonsBaHe MMma
Abluepsi, TON BUHArn v npegagasa U3MeHeHUAT reH. Toea ce
cnyysa, Tbil KaTo MbXeTe uMMmaT camMo efHa X-xpomos3oma u
BUHArn s npegasaTt Ha Abllepute cu. CnegoBaTesiHO BCUYKUTE
My Obliepu we 6bgat HocuTenu. Te Mo npaBwuno HAMa Aa
pa3BuAT 3abonsiBaHETO, HO MMa PUCK Aa UMaT 3acerHat CUHOBeE.

7

AKo egnH MBbX, 3acerHat ot X-CBbp3aHO 3abonsBaHe MMma
CUH, HEroBUAT CMH HUKOra He yHacreasiBa 3acerHatuaT reH Ha X
-Xpomo3omMaTa. ToBa ce criyyBa, Tbi KaTo MbXeTe npefasaT Ha
CMHOBETE CU caMoO Y-xpomo3omaTa cu (ako npegagaTt X-
XpOMO30Ma, TO ToraBea e umaT gbLieps).

durypa 4: Kak X- cBbp3aHuTe 3abonaBaHuA ce
npeaaBaT Ype3 3acerHaTuTe MbXxe

3acerHar Hes3acerHarta
MbX XXeHa

HopManeH
reH

3acerHar
reH

HocuTen HocuTen He3acerHat He3acerHart
XeHa XeHa MBX MBX



