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PeuecuBHo YHacneansiBaHe

MHpopmaumara, koato crnegsa obcbxaa KakBO MNpecTaBrisiBa
peuecnMBHOTO YyHacrnegsiBaHe. 3a pa ©Obae pasbpaHa Hain-
nobpe, nbpBo TpsAbBa [a 3HAeTe KakBO Ca reHuTe W
XPOMO30OMUTE.

FeHn n xpomosomu

HaweTto TAno € wusrpageHo OT MUIIMOHWU KneTku. [loBeyeTo
KNeTKn cbabpKaT MbfieH Habop OT reHn. Hue umame xunsgm
reHn. [eHnTe ca KaTo MHCTPYKTOPU, KOUTO KOHTpOnMpaT pactexa
HW 1 Kak ga paboTu HaleTo TAno. Te ce OTTOBOPHU 32 MHOIO OT
HalnUTe YepTn, KaTo LUBAT Ha O4MTe, KpbBHA rpyna wunu Terno.
Bcnukn HME nmame xunsam reHn n yHacrnegsBame OT MOBEeYeTo
OT TsX MO ABe Konusi, Mo €dHO OT BCekn poauTten. Toea e
npuynHaTa, nopagm KOSiTO YeCTO MMame CXOL4HM YEPTU C HaLUTe
poanTenu.

feHnTe ce HamupaT B NOAOOHM HA HULLKM CTPYKTYPU, HApedeHn
Xpomo3omu. HopmanHo, Hue nmame 46 XxpomMo30MM B NOBEYETO
HW KneTkn. Hwe HacneggaBame HawMTe XPOMO3OMM  OT
poantennte HW, 23 OT Mamka HM K 23 oOT Oawa Hwu.
CnepoBaTenHo nmame 2 KOMnsekta oT nNo 23 XpOMO30OMU UK
23 OBONKMW.

lMoHgakora ce Habntogaea npomsiHa (MyTauus) B €4HO OT KonusTa
Ha reHa, KOSAATO crvpa HOPManHoOTO My YHKUMOHUpaHe. AKo
TOBa Ce CNnyyYn camo B eduH peLecuBEH TeH U uHAMBMAA uma
APYyro HopmarsiHO Konue, TO TOBa HOpMAasiHO HAMa ga NpUYMHM
reHeTu4yHo 3abonsBaHe.

PtkoBoaunTen: gou. a-p Jliloammna AHrenosa
www.mu-varna.bg

NNEBEH

Cekuums ,,MeanumHcka reHeTnka”
MeanumHckn YHnsepcuteT - [1neBeH

yn. ,CB. KnumeHT Oxpuackn” 1, MNnesen 5800
Ten: (064) 884184; (064) 884169; (064) 884274
Pvkosoguten: gou. a-p Mapusa CnmveoHoBa
www.mu-pleven.bg
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CodUA

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

Ten/®akc: (02) 9520357

PvkoBoguten: gou. a-p Apara ToH4yeBa
www.mu-sofia.bg

OTaeneHue no KnuHuyHa NeHeTHkKa

Cneuuwanunsnpana 6onHuua no getckn donectn (CBAJAB)

yn. ,MeaH Newos” 11, Cocpua 1606
TenedoH: (02) 9523840, BbTp. 341
Pvkosoguten: g-p Pagka TuH4eBa

HaumoHanHa NeHeTnuHa JlaGopaTopus

YHuBepcutetcka 6onHuua "ManymH gom", etax 14

yn."3apase"2, Cocdusa 1431

TenecdoH: (02) 9172268; (02) 9172473
dakc: (02) 9172469

Pvkosoguten: npod. o-p MIBo KpemeHcku
www.Impbg.org

nnosavB

OTpeneHne No MegMUMHCKA reHeTUKa
MeguuunHckn YHuBepcuteT - Nnosaus

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

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

BAPHA

OtpeneHne No MegULUMHCKA reHeTUKa
MeanumHckn YHnBepcuteT - BapHa

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

durypa 1: N'eHu, Xpomosomu n fIHK

’ L\w\?\XPOMO3OMVI - 23 [BONKM
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XpomosomaTa € CbCTaBeHa
OT reHun

© Clinical Skills Ltd

KakBo npeacraBnsiBa peLuecMBHOTO yHacnegaBaHe?

Hsikon nameHeHus ce yHacnegsiBaT No peLecvBeH HayuH. Toea
O3Ha4aBa, Ye 3a Aa ce pasbonee, MHOMBMABLT yHacneasiea ABe
M3MEHEHM KOMUSl Ha reHa (No eAHO NMPOMEHEHO KOMuWe OT BCEKU
poauTten). AKO MHAMBMAOBT yHacrneau eaHO U3MEHEHO U efHo
HOpMarnHo Konue, TO ToraBa B NoBe4YeTo crydau Ton we 6bae
30paB HOCUTEN, Tbil KAaTO 34PaBOTO KOMMEe Ha reHa KomreHcupa
nameHeHoto. [la 6baelwl HocuTen o3HavyaBa, Ye HAMaLl JafeHo
3abonaBaHe, HO HOCULL M3MEHEHO KOMue Ha reHa B egHO OT
konuaTa My. MNprMepun 3a aBTO30MHO- peLecuBHN 3abonsiBaHUs
ca MyKOBMCLMA03a U CbPNOBUAHO- KIeTbYHA aHeEMMUSL.

Kak ce yHacneasBaT peuecuBHUTe 3abonsaBaHuAa?
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Ako gBamaTta poaoutenn ca HOCUTENIM Ha U3MeHeHne B eJuH U
CblUMN reH, To Te Morat Ada npegagatr Ha CBoOuUTEe Adela KaKTo
HOpMaliHUA, Taka U UISMEHEHUA TEH. ToBa ce cny4yBa Ha Cliy4aeH
NPUHLNAIM.

Bcsko poete Ha poautenun, KOMTO HOCAT NPOMEHU B €AVH U Cbly,
reH umat 25% puck (1 oT 4) ga yHacnegatr U3MeHeHOTO Konue U
OT ABamaTta poautenu u ga 6baaT 3acerHatv oT 3abonsiBaHeTo.
ToBa cbL0 Taka o3Ha4yaBa, 4ye nma 75% waHc (3 ot 4) perteto
ha He Obae 3acerHaTo oT 3abonsBaHeTo. PUCKBLT ocTaBa eanH n
Cbll 3a BCsIka oTaenHa OpemMeHHOCT M e eaMH U Cbl 3a
MOMYEeTa U MOMMYETA, T.€. HE 3aBUCU OT nona.

CouwectByBa n 50% puck (2 oT 4) geTeTo ga yHacnegu camo
€[HO KOMne Ha U3MeHEeHUs1 reH oT eauHus poauTen. AKo ToBa ce
cnyyn, To ToraBa uwe Obae 3gpaB HOCUTEN KaTo CBouUTe
poauTenu.

CobuwectyBa 1 25% waHc (1 oT 4) geTeTo ga yHacneau v asete
HOpMariHu Konusi Ha reHa oT cBouTe poauTenu. B TakbB crnyyan,
TO HAMa Aa 6bae HUTO 3acerHaTo, HUTO HOCUTEN.

Tean BBL3MOXHM NOCNEACTBUS Ce CllyuyBaT Chy4YauHo.
PuckbT ocTaBa eqHaKbB 3a BCSAKAa O6pPeMEHHOCT U € e4HaKbLB
3a MoMM4YeTa U MOMYeTa, T.e. He 3aBUCAT OT nNofa Ha
aerteTo.

dPurypa 2: Kak peuecuBHUTe reHuM ce npepasat oT

Orphanet

Yebcant cbc cBOBOAEH OOCTHM, KOUTO ocurypsesa nHgopmauma
OTHOCHO peaku 3abonaBaHus, KMMHUYHU NbTEKU, NekapcTBa U
AaBa Bpb3ka C nomowHu rpynn B EBpona. [lapTHboOp Ha
Orphanet 3a Bwnrapua e NHdopmaumoHeH LleHTbp 3a Peaku
Bonectun u lNlekapctea Cupauun (MUPBIC).

www.orpha.net

UHdopmaumnoHeH LleHTbp 3a Peakn bonectu u JlekapctBa
Cupaum

BesnnatHa o6pasoBaTteneHa wun uHGOPMaUMOHHA YCNyra,
npegnarawia MeguuMHcKa M 3gpaBHa MHQopMaunsa 3a penku
3abonsBaHna Ha 6bArapckn U aHIMMNCKU e3UK.

www.raredis.org

EuroGentest

Yebcant cbc cBO6OAEH OOCTHMN, KOUTO OCUrypsiBa UHpopmaums
OTHOCHO reHeTUYHUTE M3Cre[BaHNs U JaBa BPb3ka C NMOMOLLHM
rpynu B EBpona.

www.eurogentest.org

Mnu BawmTe MecTHM nabopaTopum NO reHeTHKa:



. 3a pa ce pasbonee OT peuecMBHo 3abonsiBaHe,
nHanBMAbLT TpAbBa oa yHacneaum Ase Konusa Ha U3MEHEHUS
reH, No egHO OT BCEKM poauTern, KoeTo npeacTtasnsiBa pUck
oT 25%. AKO MHAMBMODBLT yHacneguM camo efHo 3acerHarto
konne, TO ToW e 3gpaB Hocuten (50%  pwuck).
lMocnencteusiTa ce cnyyeBaT Ha CrydanHUsa NpuHUMN, a
PUCKBT € e4MH U Cbll 3a BCAKa BPEMEHHOCT N He 3aBUCAT
OT nona Ha geTeTo.

poauTensa Ha geuarta

Hocuten Hocuten

. M3MeHeHMAT reH He Moxe aa 6bae KopurnpaH- Ton octaBsa
3a LS XUBOT.

HoOpManeH
. M3MeHeHUAT reH He e 3apaseH. CrnegoBaTenHo Hocuten ren

Ha U3MEHEH reH MOXe Hanpumep aa 6bae AOHOP Ha KPbB.
. Uecto xopata ce 4yBCTBAT BWHOBHW 3@ T[EHETUYHO

3abonsiBaHe, KOETO ce npegaBa B cCeMencTBoTo. BaxkHo e

Ja ce 3arnoMHW, Y€ HUKOW HEe € BUHOBEH U HUKOW He e
HanpasBwIl HELLO, C KOETO Aa NPUYUHM CRYYnnoTo ce.

3acerHar
reH

ToBa e caMO KpaTbK Hapb4yHUK 3a
peuecnBHOTO YyHacneasBaHe.
lMoBeye wWHMoOpMaumsa Moxe [fa
6bae nonyyeHa oT:

He3acerHat HocuTen HocuTen 3acerHar

Korato geteTto e NbpBUAT YfieH HA CEMeUCTBOTO C
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naneHo 3abonsaBaHe

MoHAKora Mo)ke HOBOPOAEHO C pelLiecuMBHO 3abonaBaHe Oa e
MbPBUAT 3acerHat B CEMEeNCcTBOTO. Bb3MOXHO € MnokoneHust
Haped, MHOIO YreHoBe Ha CeMeWcTBOTO Aa ca bunu 3apasu
HocuTenu. [leTeTo e 3acerHaTo oT 3abonsABaHeTo ako 1 ABamMaTta
pPOOUTENN ca HOCUTENU M TO yHacnean U3MEHEHWUTe FeHn U Ha
ABamara.

AHanus3mn 3a HOCUTENICTBO U aHanNM3n No BpemMe Ha
OpemMeHHOCTTa

CobuiecTByBaT MHOMO Bb3MOXHOCTU 3a Xopa € haMuiiHa NCTopus
Ha peuecuBHO 3abonsBaHe. Moxe fa CblecTByBa Bb3MOXHOCT
3a npoBexgaHe Ha aHanu3 3a HOCUTESNCTBO, 3a Aa Ce NpoBepwm
pann ot OpayHaTta [OBOMKa M [ABaMaTta Cca HOCUTENW Ha
N3MEHEHUAT reH. Tasm nHgpopmaumsa moxe aa 6bae nonesHa 3a
nnaHMpaHeTo Ha OpeMeHHoCTMTE. 3a HSAKOU peLecUBHU
3abonsiBaHNA € Bb3MOXHO [a ce npoBepu danu 6ebeto e
yHacneguno 3abongBaHeTo (noBeve uvHGOPMauuMs 3a Tean
aHanuM3M MOXe Jda HamepuTe B OpowypuTe 3a XOPWOHHA
Guoncma un amHuoueHTes3a). ToBa € T.Hap. npeHaTanHa

amarHoctTuka u  TpsibBa pAa

obcbanTe € Bawunsa nekap vnm

. reHETUYEH KOHCYNTaHT.

Opyrnte 4YneHoBe Ha
CeMenCcTBOoTO

gy

AKO HSIKOM OT 4YNneHOBEeTE Ha e4HO CEMEWCTBO MMa peLecuBHO
3abonsiBaHe unu e HoCMTEN Ha TakoBa, MHopMaUuaTa MoXxe aa
O6bae obcbaeHa ¢ gpyruTe YneHoBe. ToBa UM AaBa Bb3MOXHOCT
aKo >xenasT, CbLO Aa AafaTt KpbB 3a aHanus, 3a ga npoBepaT
Aann HocaTt 3abonsBaHeTo. Tasnm nHdopmauma moxe ga 6vae
nonesHa 3a [AuarHocTUUMpaHeTO Ha [ApyrM 4neHoBe Ha
CeMencTBoTo. ToBa Moxe Aa 6bae u oT ocobeHa BaXXHOCT 3a
Te3n, KOMTO Beve umar geua unum uckaT aa umat B Obaeule.

Hskon xopa cpewiat TpygHOCTM CbC CnodendHeTo Ha TakaBa
nHopmauuss C oOcTaHanuTe 4YrieHOBE Ha CEMEWCTBOTO.
[MpuTecHsBaT ce OT Npeau3BUKBAHETO Ha YYBCTBO Ha CTpax npwu
OoCTaHanuTe. YneHoBeTe Ha HSAKOM CeMencTBa ca u3rybunu
Bpb3Ka NMOMexay CUM M KOHTaKTbT UM Moxe Oa Obae TpyaeH.
[eHEeTUYHNTE KOHCYNTaHTW YecTO MMaT ronsM OnuT B TakuBa
cuTyaumm n moxe ga Bu nomorHaT cbC CbBeT Kak a criogenure
Tasu nHpopmauma ¢ 6rms3knTe cM OT CEMENCTBOTO.

KakBo TpsibBa Aa 3anoMHUM



