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KakBo npeacrtaBnsdABa reHeTUHYHUAT aHanus?

MHpopmaumara, koaTo crnegBa obCcbxaa KakBO npecTtaBnsiBa
reHeTUMHUAT aHanus, 3aLlo Moxe ga Bu 6bae npoBeneH, Kakeu
ca npegumctBaTa My W Bb3MOXHWUTE puckoBe . 3a pga ce
pa3bepe Han- nobpe, NbPBO TpsbBa 4a 3HAETE KAaKBO cCa reHnTe
N XPOMO3OMMUITE.

feHn n XPOMO30OMMU

HaweTo Tano e usrpageHo OT MUMMOHM KneTku. [loBeyeTo
KNeTkn cbabpXaT NbfeH Habop oT reHn. Hne mmame xmnagm
reHn. eHUTe ca KaTto WHCTPYKTOPWU, KOUTO KOHTponupar
pacTexa HU 1 Kak Aa paboTn HaweTo TAMo. Te ce OTroBOPHU 3a
MHOrO OT HawWTe 4YepTu, KaTo LBAT HaA O4MTe, KpbBHA rpyna
unu Terno. Becnykn HMe Mmame xunagu reHn U yHacnegsisame
OT NOBEYETO OT TAX MO ABE KOMNUS, NO €4HO OT BCEKM poauTen.
ToBa e npuynHaTta, nopagm KosiTo YeCTO MMame CXOOHU YepTu
C HawuTe poauTenu.

eHnTe ce HamupaT B NOAOOHN HA HULLKM CTPYKTYPU, HapeveHun
XpomMo3omu. HopmanHo, Hue nmame 46 XpomMo3oMu B NOBEYETO
HW KneTkn. Hue HacnegsiBame HawuTe XpoOMO30OMWU OT
pooutenute HM, 23 OT Mamka HM u 23 oT 6Gawa Hu.
CnepoBaTtenHo umame 2 Komnsekrta ot no 23 XpoMO30MWU UK
23 NBOWKMW.

lMoHsikora ce HabniogaBa npomsiHa (MyTauusi) B e4HO OT
KonusaTa Ha reHa, KOATO ChiMpa HOpMarnHoOToO My
dyHKUMOHUpaHe. AKo ToBa Ce Criy4nm camo B €VH peLecuBeH
reH un wuHauBMga wumMa Jpyro HopmanHo konue, TO TOBa
HOpMaIiHO HAMa Aa NPUYMHU reHeTUYHO 3abonsiBaHe.

Hskon npumepun 3a reHeTudHn 3abonsBaHus ca CuHAPOM Ha
[ayH, mykoBucLMao3a N MycKyrHa gUctpous.
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Nnu BawmnTe MecTHU nabopaTopumn No reHeTUka:

CcCoouA

Kateppa no MegunumHcka NeHeTuka
MeguunHcku YHusepcutet - Cocums
yn."3apase" 2, Codusa 1431

Ten/®akc: (02) 9520357

PvkoBoauten: gou. a-p Apara ToH4eBa
www.mu-sofia.bg

OTtpenenune no KnuHuyHa NeHeTtuka

Cneuunanunsunpana 6onHuua no getcku donectn (CBAJAB)
yn. ,MeaH Newos” 11, Codusa 1606

TenedoH: (02) 9523840, BbTp. 341

PvkoBoauten: o-p Pagka TuH4yeBa

HaumoHanHa NeHeTnyHa JlaGopaTopus
YHuBepcutetcka 6onHuua "ManyumH gom", etax 14
yn."3apase"2, Codus 1431

TenedoH: (02) 9172268; (02) 9172473

dakc: (02) 9172469

PvkoBoauten: npod. ao-p IBo KpemeHcku
www.Impbg.org

nnosanB

OTpeneHne Nno mMeguUMHCKA reHeTUKa
MeguuunHckn YHuBepcuTteT - [Nnosams

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

Pvkosoauten: pgou. a-p Mapraputa CtecaHoBa
www.meduniversity-plovdiv.bg

BAPHA

OTpeneHne No MeaULIMHCKA FreHeTUKa
MeaunumHckn YHnBepcuteT - BapHa
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ToBa e caMo KpaTbK CNpaBOYHUK 3a TOBA KakBO MNpeacTaBnsiBa
reHeTUYHUAT aHanu3. MoBeye vHdopmaums Moxe aa 6bae
nony4yeHa or:

Orphanet

Yebcant cbCc cBOOOAEH AOCTBM, KOUTO OCUrypsiBa MHGOPMaLMS
OTHOCHO pefkun 3abonsBaHusl, KNMMHUYHU MbTEKU, NnekapcTea U
JaBa Bpb3ka C nomowHw rpynu B EBpona. lMapTHboOp Ha
Orphanet 3a bbnrapusa e MHdopmauunoHeH LleHTbp 3a Pegku
Bonectu u llekapctea Cupauu (MLUPEJIC).

www.orpha.net

NHdopmaunoHeH LleHTbp 3a Peakn bonectu u JlekapctBa
Cupaum

BesnnatHa oOpasoBateneHa W WHMOPMAaUMOHHA ycnyra,
npegnarawia mMeguuMHcKa U 3gpaBHa MHAOPMaUMS 3a penku
3abonsaBaHusa Ha 6GbNrapCKy N aHIMUNCKN E3UK.

www.raredis.org

EuroGentest

Yebcant cbc cBOGOAEH AOCTBM, KOUTO OCUrypsiBa MHGOPMaLMS
OTHOCHO reHeTUYHUTE n3crnenBaH1sa 1 AaBa Bpb3ka C MOMOLLHU
rpynu B EBpona.

www.eurogentest.org

durypa 1: N'eHu, Xpomosomu n fIHK

XpomosomaTa € CbCTaBeHa
OT reHn

s
(

© Clinical Skills Ltd

NleHeTM4YeH aHaNu3

[eHeTUYHMAT aHanmM3 MoXe Aa NOoAMNOMOrHe [oKa3BaHeToO Ha
NpoMsHa Ha JafeH reH unu xpomosoma. Han- yecto aHanmMsbT
€ KpbBeH WnNu TbkaHeH. CbuiecTByBaT pPasfnnYHU MNPUYUHW,
nopaguM KOUTO Ha [afdeH 4YoBeK Moxe ga Obae nposedeH
reHeTU4eH aHanus. Hakoun oT Tsx ca M3bpoeHn no- gony:

Bve wnu Bawwnar napTHbOp uMa feTte C yMCTBeHa
HegoCTaTbyYyHOCT, 3abaBeHO pas3BUTUE WNU  34PaBHU
npobnemun. Bawwnat nekap cmsTa, Ye e Bb3MOXHO Ja ce
ObIDKM Ha reHeTUYHO 3abonsiBaHe.

. BawuaT nekap cmsATa, 4e € Bb3MOXHO [Oa umarte
reHeTU4Ho 3abonsiBaHe M Ucka Aa NoTBbPAN AnarHosara.

. BbB Baweto cemMenctBO € [JoKasaHO [eHeTU4YHo



3abonsBaHe. Bve uckate ga 3HaeTe Janu CbluecTByBa
NoXn3HeH puck 1 Bue na passueTe 3abonssaHeTo.

. Buve vnu BawmaTt napHbop MMma reHeTuyHo 3abonsBaHe,
koeTo Moxe Aa 6bae npefageHo Ha Jeuara Bu.

. MpoeeneHun ca Bu apyrn BnaoBe nscregBaHus no Bpeme
Ha BpemeHHOoCTTa (KaTo yNnTpa3ByKOB aHanm3, TbPCEHE Ha
HyxanHa TpaHCnyueHuMs wunuM KpbBeH TecT) M Te ca
nokasanu, 4Ye CbLleCTBYBa yBENMYEH PUCK 3a paxaaHe Ha
6ebe c reHeTUYHO U3MEHEHNE.

. Mmanu cTte cnoHTaHeH abopT wunu npexaeBpeMeHHO
paxaaHe.

. Mmate 6nm3km poacTBeHMUM C OnNpeaeneH BUOoBe pak.

. ChbluecTByBa YyBENWYEeH puUCK Aa umaTe cneumduyHo

reHeTM4HO 3abonsBaHe, nopagn BaLMAT ETHUYECKM
npousxon. [Mpumepn 3a TakuBa 3abonsBaHua ca
CbpnoBMOHO- KMeTb4YHa aHemus npu xopa Cc adpo-
kapubckn npousxon, GeTa- Tanacemuss nNpu Xxopa CbC
Cpean3eMHOMOPCKM MPOM3X04, MYKOBUCLMAO3a Npu xXopa
C 3anagHoOeBpONenckn npoumsxonq W pomu. Tesu
3abonsBaHNs ce cpellaT Hal- YecTo B ropenocovYeHuTe
€THUYEeCKN TIpynn, HO ce HabnwgaBaT M NPU  BCUYKK
ocTaHanm.

He BuHaru BalumnAaT nekap we cMeTHe 3a Heobxoaumo aa ce
npoBege reHeTudeH aHanm3. [QuarHo3a Ha reHeTUYHO
3abonaBaHe Mo)xe pga 6bae noctaBeHa M Ha Oasata Ha
KNUHMYHaTa kKapTvHa unu ga 6bvae onpegeneH BawwumaTt puck
ype3 noapobHo pasrnexaaHe Ha hamunHaTa NcTopus.
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Mpu HaKkon 3abonsiBaHus, Aopy U cnea
OTKPMBAHETO Ha MPOMEHEHUsI TeH Unu
XpOMO30Ma, He e Bb3MOXHO [da ce
KaXke KOIKO TEeXKO Lle 6bae 3acerHaT
JafeHNAT UHOVBUA.

FeHeTU4YHNUTEe MyTauumm 4YecTto ce
npepgaBaT Ha MNOKONeHMaATa.
CnepoBaTtenHo pesyntatute ot Bawwms
reHeTUYeH aHanM3 MOoXe Ada HOCAT
nHopmauus 1 3a gpyrute YrieHoBe Ha
damunuata, B YACTHOCT TEXHUSAT
cobcTBeH puUCK pa pasBuAar
3abonsBaHeTto. Te wuckat nu pAa
nony4ar Tasu MHdopmauma?

Mpean na B3eMeTe pelleHWe 3a
NPOBEXAaHEeTO Ha reHeTUYHUSA aHanus,
MOXe [a Ce OKaxe BaxHO 3a Bac, pga 3Haete pamu
pesyntaTuTe We NoBnuaaT BalwaTta sacTpaxoBka Wnu TpyaoBsa
3aeToCT.

Pesyntatnte ot aHanu3a moraT ga paskpusaT CEMEeWHW TanHW,
BKMtoYBaLLM H6aLMHCTBO, MANYNHCTBO UM OCMHOBSIBAHE.

nOﬂyHVITe N BEOHBX pe3yntatnute OT FeHeTUYHUAT aHalus,
BpbllaHe Ha3ag HAMa.

AKkO B MOMEHTa B3MMaTe pelleHne 3a MnpoBeXxaaHe Ha
reHeTUYeH aHanm3, MoXxe ga Obae nonesHo Aa npodereTe U
Opowypata Yecto 3apmaBaHu BbNpocu. Tasm 6pouwypa
n3bposia ronsam 6pon BLNPOCKH, KOMTO MOXeTe Aa 3agadeTe Ha
cneuManucTuTe Mo MOBOA Ha reHeTUYHUTe aHanuan. Ta e
cb3gageHa Cc nMomMoluTa Ha naumeHTU U ceMencTBa, KOUTO ca
6unn B nogobHa Ha Bawara cutyauus.
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B1b3MOXHU puckose U orpaHn4eHuA

[laBaHeTO Ha maTepuan 3a reHeTU4yeH aHanua, 4YakaHeTo 3a
pesynTaTa, KakTo 1 crief ToBa HEroBoTO MoOsflydaBaHe MOXe Aa
aosefe OO ronsim 6pon cMeceHu 4yBCTBa KaTto obnekyeHue,
CTpax, 3arpwxeHOoCT unu BMHA. BaxHo e ga nomucnurte 3a
Bb3MOXHUTE nocneactBma 3a Bac v Baweto cemenctso,
He3aBMCMMO OT ToBa Adanu nony4vaBaTe Aobpu mnn noLwm
HOBUHW.

HesaBucumo oOT TOBa, Ye TreHEeTUYHUAT aHanu3 MoXxe Aa
NOTBbPAN OMarHo3a, € Bb3MOXHO Aa HAMa WUHTEpPBEHUMS Uin
reyeHve 3a ToBa 3abongaBaHe.

lMpn HAKOM XOopa, reHeTMyHaTa UMM XPOMO3OMHaTa MNpPoMsAHa
(MyTauusa) He moxe fa 6bae HamepeHa. ToBa He O3HayaBa
€QHO3Ha4yHO, 4e TakaBa NpoMsAHa HaMa. HsKou reHeTuyHU
N3MEHEeHUs ce Aoka3BaT TPyOHO C HacToswmTe nabopaTopHu
TEXHUKW. 3a cny4am npu KOUTO aHanu3bT Lenn nocrtaBsHe Ha
anarHo3a, nogobeH pesyntat Moxe pga 6boe  cunHo
obescbpyaBawy,. C BawwmaT nekap tpsibBa ga obcbamte u tasm
Bb3MOXHOCT.

S}
npepMMCTBa n pucKkoBe Ha reHeTUHHUAT aHarun3

PeweHneTo 3a nposexgaHe Ha reHeTUYeH aHanm3 Moxe fa ce
OKaxke TpyaHo. lNpoBexagaHeTo My M3UANo 3aBucu oT Baweto
peweHne. CrnegoBaTenHoO € BaXHO fa cTe obcbaunu u
pasbpanu uanarta nHgopmaums, KOATo cTe Nony4Ynnu npeaun na
B3emeTe peweHne. CbWO Taka € BaxHO [da wumaTte
Bb3MOXHOCTTa Aa obcbante ¢ Bawmat nekap BCUYKM BbNPOCH
N NPUTECHEHNS, KOUTO UMaTe.

FeHeTUYHUAT aHanu3 MoXe Aa JoHece rornemMu NpeaumcTea, Ho
CbLLUECTBYBAT M onpeaeneHy puckoBe 1 orpaHuyeHmnst. BaxHo e
na pasbepeTte npeaumcTBaTa U pUCKoBETe, NPeaun Oa B3emeTe
pelueHne. Hskon oT Tax ca o6cbaeHn no- gony. CNMCBLKLT He e
MbIIEH U HE BCUYKM TOYKM MOraTt [a ce oTHecaT KbM Balwarta
cneunduydHa cutyauus. Bbhpeku ToBa, Moxe Aa nonydute
HAKOW MOMe3Hu uaen 3a pasMUCbil U AMCKycus ¢ Bawwmar
nekap.




NpeaumcTBa

[eHEeTMYHUAT aHanmM3 MOXe CbC CUIYPHOCT Aa OTroBOpM Ha
BbMNpoca 3a onpeaenieH reHeTUYeH craTyc y Bac Wnu OeTeTo
Bu. 3a Hsikon xopa 0brek4YeHNeTo OT HECUIYPHOCTTa € MHOro
Ba)XHO, OOPM M aKo HOBUHWUTE ca Nownu. AKO HOBMHUTE ca
[06pu, YyBCTBOTO Ha 0briekYeHne Moxe aa € OrpoOMHO.

[eHeTUYHNAT aHanu3 MoXxe ga noAnoMorHe AwuarHosaTa Ha
reHeTUYHo 3abonsiBaHe. Korato Ha pJgageH nauMeHT e
noctaBeHa TOYHA AnarHo3a, Moxe ga O6bae nNpoBedeHO W
NpaBuUMHO reyeHne. AKO TeHETUYHUAT aHanuM3 nokasea, 4e
nMarte yBerimyeH puUcK OT pa3BuTuE Ha 3abornsiBaHe B MO- KbCHa
Bb3pacT (kaTto Hanp. Pak Ha rbpgarta), € Bb3MOXHO 4pe3 no-
yecTn npodhmnakTU4HM npernegM ga nosedete pPUCKbT O0
MUHUMYM.

Pesyntatute OT reHeTMYHUS aHanu3 Moxe [a npenocTaBAaTt
nonesHa MHgopmauma korato nnaHMpaTe ga umate gete. Ako
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3HaeTe, Yye Bue vnu napTtHLOpbT Bu nma yBenuyeH puck ga
Mma [ete C reHeTu4Ho 3abonsBaHe, € Bb3MOXHO Oa ce
npoBede aHanu3 Ha Hepo4eHOTO BM JdeTe No Bpeme Ha
OpeMeHHOCTTa, 3a Aa ce npoBepwu ganu e 3acerHato. Korato
3HaeTe, Ye puckbT Bu ga nmarte gete ¢ reHeTUYHO 3abonsBaHe
€ yBernn4yeH, MoXxe KaTo MUCIU U OeNCTBUA Oa Ce OKaxeTe Mo-
nobpe noaroTBEHN.

Tbi KaTO reHeTU4YHUTE 3abonsaABaHWA ce cpellat B pasnnyHu
KNOHOBE Ha poAdocrnoBuneTo, WHGopmauus 3a Bawwuar
reHeTU4YeH cTaTyCc MoOXe fga Obae nonesHa W 3a gpyrute
4yfieHoBe Ha hamunuaTa. AKO HSIKOM OT TSIX HE Ca HasCHO C
TOBa, MOXe Ja v npegnasvte OT HenpasuiiHa unv nunceala
anarHosa. Tasum nHopmaums mMoxe ga 6bae BaxHa 3a TSX U
KoraTo nnaHupart ga umart geua.




