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KakBo npeacraBnsiBa reHeTUMHOTO M3crieABaHe 3a
npeapasnonoxeHue?

Tasn wuHopmMauuss onucea reHeTUYHUTEe Wu3cneaBaHus 3a
npenpasnosnoXxeHne kbM 6onectn, pasnuyHn ot paka. Ts Bu ce
npenocraBsa OT Hac, 3a Aa Bu nomorHe ga HamepuTte OTroBOpwm
Ha BbMNPOCK KaTo:

KakBo npeacrtaBnsiBa reHETUYHOTO M3cnenBaHe 3a
npeapasnonoxeHune?

3alLo HAKOM xopa B3MMaT peLleHne ga ce uacnensat 3a Hero?
KakBo TpsibBa ga vmam npegsua ako obmucnam ga mu 6vae
N3BbPLLEHO TaKoBa M3cneaBaHe?

Cekuusa 1. 3a reHurte

3a pa pesbepeTe KakBO npeacTtaBnsiBa  FEHETUYHOTO
n3crneaBaHe 3a npegpasnonoXxeHne, TpssbBa NbpBO Aa 3HaeTe
KakBO ca reHUTe U XpoMOo3oMUuTe.

F'eHn n Xpomo3somu

HaweTo Tan0 e wusrpageHo OT MWUIIMOHW KneTku. [loBeyeTo
KNeTkn cbabpXaT NbieH Habop oT reHn. Hue mmame xunsgm
reHn. [eHnTe ca KaTo MHCTPYKTOPU, KOUTO KOHTPONUpaT pacTtexa
HU N KaK ga paboTun HaleTo TAno. Te ce OTTOBOPHM 3@ MHOIO OT
HalnTe YepTu, KaTo UBAT Ha o4nTe, KpbBHA rpyna unu Terno.

eHnTe ce HOCAT OT NOgOOHM Ha HULIKM CTPYKTYPWU, HapeyeHu
Xpomo3oMu. HopmanHo, HMe nmame 46 XpomMo30oMU B NOBEYETO
HW KneTkn. Hwe HacnegaBame HawMTe XPOMO3OMM  OT
poantennte HW, 23 OT Mamka HM K 23 oOT Oawa Hwu.
CnepoBatenHo umame 2 Komnrekra oT 23 Xpomo3omu unu 23
OBOMKN. TbW KaToO XpOMO3OMUTE Ca MU3rpageHn OT TEeHWU, Hue
yHacnegssame no ABe Konusa OT MoBevyeTo reHW, no eaHo oT
BCEKU poguten. ToBa e npudnHaTa, Nnopagun KosiTo YeCTo nmame
CXOOHM YepTM C HawuTe poautTenn. Xpomosomute, a
cnefoBaTernHoO M reHnTe ca U3rpageHn oT XMMNYEeCKo BeLLecTBO,
HapeyeHo [JHK.
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Hsikom xopa, 3Haenkn, 4e ca U3NOXeHW Ha PUCK OT pa3BUTME Ha
reHeTM4HO 3abonsiBaHe uMMaT BpemMe ga nnaHupart
PpUHaHCOBUTE, KaKTO WU ApPYrM NPakTUYECKN acrekTu Ha TAXHOTO
obaoelle.

Xx) [llodbupaHe Ha nodxodsiwiusi MOMEHm 3a
u3lebpuweaHe Ha uscsedeaHemo

Ako pewnTe pga npoBegeTe wuacnegpaHeTto, noabepete
noaxoasil, MOMEHT, Npu KOUTO CTE MO Bb3MOXHOCT MakcMMarHo
CMOKOVHW. Pa3BoabT M CTpecbT B pabotara M JNIMYHUS KUBOT
yBenuyaBaT OOMbIIHATENHO EMOLMOHANHOTO HaToBapBaHe, a
MOMEHTBT, B KOMTO ckntouBaTe 6pak unn Bu ce paxpga gerte,
CbLO HE € HanW-NoaxoOsaWMAT 3a M3BbpLIBAHE HaA aHanuaa.
[obpe e ga nnaHuvpaTe npeaBapuTenHO U OEHs, B KOMTO we
nonyynmTe pesynrtata, Taka 4Ye [[a He cbBrnaga Cc Opymm
aHTAXXMMEHTU U NMPeXnBABaHMS.

[MnaHMpaHeTo Ha MOMeHTa 3a U3BbPLUIBAHE Ha u3crneaBaHe,
Hanpumep ,He cMsaTaM ga ce uscrneaBam npeav HaBbpLUBAHETO
Ha 30r.” moxe ga e OoT nonsa 3a emouuoHanHna Bu komdopT.
Mo T03n HaumH Bue nsmectsaTe pelleHneTo B Obaelle n moxe
Aa 6baete cBoboaHM OT NpuTecHeHusiTa Bu no oTHoweHune Ha
npoueca Ha B3MaHe Ha KaTeropuyHoO peLleHue.

MonyunTe nu pesyntatuTe OT M3cCneaBaHETO, HsMa BpbllaHe
Ha3an. lMopagn ToBa, € OT M3KIHYUTENHA BaXHOCT Oa CcTe
HanbfHO CUIYpPHM B PELUEHNEeTO CU, KaKTO W noapobHOo aa ro
obcbaMTe CbC crneuManuct Mo reHetuka. [lomHeTe, ue
3anMcBaHeTO Ha 4ac 3a KOHCynTauusi CbC Creuuannct He BU
3a4bimKaBa [a ce NMoAnoXuTe B NocneacTBue Ha uscneaBaHe.
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3a KOATO Tpﬂ6Ba da CTe HaACHO, npean Ha4arnoTo Ha aHalinm3a.

e) [loBepuTtenHocT, 3acTpaxoBaHe U (¢UHAHCHU

NMoBeputenHocT

JocTbnbT A0 BalwMTe reHeTUYHW pes3ynTatu e orpaHudeH. Ha
Bawwunsa nekap He e MNO3BOMEHO Oa KaXe Ha HUKoro, 4ye Bu e
NpoBeAeHO TeHeTUYeHO u3cnegBaHe unM ga npeaocTaBu
pesyntatute OT aHanu3ute 6e3 Bawe MO3BOSIEHME.

3acTtpaxoBaHe

3acTpaxoBaTenHu KOMMNaHuMM 4ecTo wu3nckBat oT Bac pa
npegoctaBuTe MeauuuHcka uWHGopmaumsa 3a cebe cu w
cCeMencTBOTO CWU, KorarTo
KaHOugaTtcTBaTe 3a 3acTpaxoBaTeniHa
nonuua, ocobeHO Hag onpegeneHa
cyma. BnabT Ha nHopmaumsTa, KOATo 2
3acTpaxoBaTENMHUTE KOMMAHUM ¢
paboTtogatenute umaT npaBo Aa
n3nckaT Bapupa 3HAUYUTENHO B
pas3nuyHMTe AbpxaBu. Tpsabea pa
pa3bepete ganm e Heobxogumo paa
OboaT BKMAYEHW W pesyntatute oOT
reHeTUYHUTE Wn3CcneaBaHns, KOWUTO
Beye CTe npeanpuenu, unu moxe na
npeanpuemete B 6Obaewe. [lMonutante Bawwmar reHeTuyeH
cneunanucT 3a TOBa W Ce KOHCynTupauTe 3a lopuanyeckute
nogpobHoCTMW.

®PunHaHCH

[a >xuBeeTe C reHeTu4Ho 3abonsiBaHe MOXe Aa Ce OKaxe
PUHaAHCOBO TpyaHO. Bb3MOXHO € xopaTa, pa3sunu 3abonssaHe
Aa He morat ga paboTaT 3a AbNrM nepuoamn oT BpeMe unu ga ce
HanoXxu ga cnpat paboTta HambfAHO. 3a TeXHUTE NapTHbOPU U
OpYrM 4neHoBe Ha CEMENCTBOTO MOXe CbLUO [a Ce OKaxe
TPYAHO Aa “xoHrnupat’ mexay paboTtata n OTrOBOPHOCTUTE MO
noflaraHeTo Ha rPWXM 3a YfeH Ha CEMENCTBOTO MU NapTHLOP.

®ur.1: NeHn, xpomozomu n AIHK

: >\\XPOM030MVI - 23 ABONKM
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XpOMO30MaTa € CbCTaBeHa
OT reHun

© Clinical Skills Ltd

[MoHsikora egHOTO WNM ABeTe KOMUS Ha HawuTe reHu ca
NoaNIOXEHNW Ha yHacrnegeHa wunuv  npugobuta nNpomsHa
(MyTaumd), KoAaTo MM npeun pga paboTtar HopmanHo. Tasm
npoMsiHa MOXe Aa [AoBede A0 FeHeTUYHo 3abonsBaHe, npu
KOeTO reHbT He nogdaBa MpaBUiHU WMHCTPYKUMW Ha TAMNOTO.
CobLlyecTByBaT Xunagm reHeTYHU 3abonsaBaHus, KaTo Hanpumep
MYKOBMCLMA03a, MyCKyfnHa anctpodus n 6onect Ha XbHTUHITHH
(Huntington). Hakon oT Te3n 3abonsBaHusa ce nposiBsBaT OLle
npy paxgaHeto. [Opyrn ce nposiBABaT Ha MO-KbCeH eTtan oT
XmBota. B Tasu Opowypa we pasrnegame  Haun-Beve
3abonsBaHnATa, KOUTO ce NPOoABABAT NO-KbCHO.

Cekuusa 2 OnucaHune Ha nscnegBaHeTo

KakBo npepctaBnsiBa reHeTUYHOTO U3cnenBaHe 3a
npenpasnonoxeHue?

N3cnegBaHeTo 3a npeapasnoniokeHne (M3BECTHO olle KaTo
npeacMMnTOMaTUYHO UM3credBaHe) MoXe [a npeaocTaBu
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MHpopmaumna ganv gageH uHOMBMUA LWe pasBue Unn € BEPOATHO
Aa pasBue gageHo crneundunyHo 3abonsisaHe, No NpaBuIio Ha No
-KbCEH €Tan oT XuBoTta. AHanM3nTe oGMKHOBEHO Ce M3BbpLUBAT
cnen B3MMaHe Ha KpbBHa npoba. KpbBTa ce uscnegBa B
reHeTuyHa nabopatopusi, 3a pQda ce npoBepu pJanu uma
N3MEHEHNA B ONpeaerneH reH unm reHu, KoMTo ca CBbp3aHn CbC
3abonaBaHeto. B 6Gpowypata “KakBo ce cnydyBa B
reHeTU4HaTa naboartopmua” Ccme nNpegocTaBunNn  MNoBeYe
MHpopmauma 3a TOBa Kak Ce M3BBbPLLBAT aHANU3NTE Ha reHnTe.

3awo Oux wMorbn pa obmucnaM  npoBeXxaaHeTo Ha
reHeTUYHO u3cneagBaHe 3a npeapasnosioXxeHne?

AKO 3HaeTe, 4Ye B CeMencTBOTO Bu cbliecTtByBa reHeTUYHO
3abonsBaHe M MPOMEHEHUAT reH, KOWTO ro npeau3BuKBa €
N3BEeCTeH, TO ToraBa OwuxTte MOMMM aa ce MNOoAJIoXKUTE Ha
reHeTUYHOTO M3cnenBaHe 3a NpeapasnosioXkeHne C uen ga ce
yCTaHOBU fanu cTe yHacrneaunu mytauusTta. Cblo Taka, buxre
MOMM [a »>KenaeTte npoBeXA4aHeTO Ha Wu3cnegBaHeTo B
cnegHuTe cUTyauumm:

1. 3abonsBaHeTo MoOXe pOa Obae npenoTBpaTeHo wnu
CblLUeCTByBa Bb3MOXHOCT cumnTomMute pga Obaar
edEeKTMBHO OBMaasHu.

2. 3abonsiBaHeTo He Moxe ga 6bae npedoTBpPaTEHO, HUTO
MbK CbLUECTBYBa Bb3MOXHOCT 3a e(peKTMBHO OBMnaasBaHe
Ha cuMmnToMaTukaTa, HO:

e WHdopmaumuaTa Bu e Heobxogmma, 3a ga Bu nognomorHe
npu B3MMaHETO Ha pelleHve ganu ga umarte geua wunum
NbK ga nogobpn BbL3MOXHOCTUTE 3a OLEHKaTa Ha pucka
npu geuarta Bu.

e Bue BaApBate, u4e KOMKOTO MoOBeYe 3HaeTe 3a
BEPOSATHOCTTa Aa ce pasboreeTe, TonkoBa no-gobpe e
MOXeTe Oa B3umMaTte BaXkHW pelleHus 3a Bawwusa xueor,
BKIIOYUTENHO M 32 HEOOXOANMMUTE BU 34PABHUN FPUXKMN.

e Bue cTe OT TO3M TMN Xopa, KOUTO NpeanoynTaT Aa 3HaaTt
noseye 3a coOCTBEHOTO cu Obaelle u npeanoyuTaTte
MHPOPMMpPAHOCTTa Npea HEN3BECTHOCTTA.
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nogxoaswa 3a Bac, nonutante BawuaT nekap.

A) Opyrn uneHoBe Ha CEMEeUCTBOTO

B MHOro cnyyam, npouecbT Ha reHeTUYHUSA aHanua cobnuxasa
CEMENCTBOTO U TO MOXe Aa 6bae 4o6bp M3TOYHMK Ha Nogkpena.
B Hakou cnydam, obaye, MOXe Oa BbIHUKHAT HanpexeHue wu
YCNOXHEHU1 B paMKuTe Ha cemencTtBoTo. [Jobpa unges e ga
NOMUCINTE Kak U3CrneaBaHeTo M pe3yntaTtuTe OT aHanm3a MOXe
Aa NOBMUAAT Ha OTHOLWUEHMSITA C BalMsa NapTHbLOP W Apyrn
yYrieHoBe Ha cemencTBoTo. He 3abpaBsanTte, 4ye 3acerHaTuaT
4YfeH Ha CEMEWNCTBOTO NMbpBO TpsibBa ga ce cbrnacu ga 6bae
n3crnegBaH, Taka 4e ga Moxe ga 6bae uaeHTuduumpana
npomsiHata B reHa. [loHAkora noaxoabT KbM TO3M 4YNEH Ha
CeMencTBOTO MOXe fa 6bvae TpyadeH. Cnyysa ce poaHUHUTE ca
3arybunum Bpb3ka. Cbllo Taka, moxe ga 6bae TpyaHo ga ce
roBopu 3a 60necTun, KOMTO ca HACTLNUMIM B MUHANOTO, Tb KaTo
TOBa MOXe da npeamsBuka 6onesHeHn cnomeHu. eHeTuyHuTe
crneumnanucTn TpsibBa ga 6bOAT B CbCTOSIHME Aa BU Npeanoxar
CbBETU, NOAXOASLLM 3a TE3N CUTYaLMMN.

Hsikon xopa Moxe ga uckaT ga 3HaaT 3a TEXHUS TEHETUYEH PUCK,
OT 3arpmXeHOCT KbM YfieHOBETe Ha TexXHUTe cemencTea. [dpyrm
YreHOBE Ha CeMeNcTBOTO, obade, MOXe Oa He uckaTt ga b6vaar
n3cnegBaHu, TbW KaTto npegnoudTat da He pasnonaraT cC
nHpopmaumua 3a TexHus puck. Heobxogumo e pa 6Gbaarte
BHMMATENHN, 3allOTO pe3ynTtarbT OT Bawwusa aHanua moxe aga
Aane HexenaHa WHdopMauus 3a pucka Npu  OCTaHanuTte
YreHoBEe Ha CeMencTBoTo. BaxHo e pga 3anomMHuTe, 4e
UYNEHOBETE Ha €OHO CEeMEWCTBO MOXEe Oa umaTt pasfinyHo
BMXXOAHE 3a nacneaBaHeTo U Ye TexHus n3bop Tpsibea oa 6vae
yBaXeH. [eHeTMYHOTO n3crneaBaHe MOXe MOHSAKOora fa paskpue
CEMEWNHN TaWHW, BKMOYBALLM OCUHOBSIBAHE W OTXBbPIISIHE Ha
GawuHcTBO (T.e. OuonormyHmaT 6Gawa He e TOo3n, KOWTO
CEMENCTBOTO CMATa, Ye €). ToBa e Taka, 3alWo0To ce aHanuaupa
dammnnHaTa UCTopmst U MOXe Aa CTaHe SICHO, Ye HaAMaTe obwm
reHu C OpyruTe 4YfieHoBe Ha CEMENCTBOTO. ToBa € Bb3MOXHOCT,
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00 HaBbpLBaAHETO MM Ha 18-roguiHa Bb3pPacT. Ako nunceat
MeanUumnMHCKN NoKa3aHuna 3a n3cnegBaHe Ha geteTto, ce CMATa, 4ve
e no-p,o6pe Aa ce 1n34aka HaBbpLUBaHETO Ha MbliHONIETUE, 3a Aa
B3eMe pelleHNETO 3a eBEeHTYyalTHO n3criegBaHe CaMOCTOATENTHO.

O6cbxaaHeTo Ha fadeHo reHeTUYHO 3abonsBaHe U eBeHTyasnmHo
n3crnegBaHe 3a npeapasnosioXXeHne ¢ Aeua v HHOLWK, MOXe Aa
6baoe MHoro TpygHo. Te moraT ga umMaT MHOrO BbLMNPOCUM U €
Ba)XHO Aa UM ce OTroBOpM MakCMmanHo nogpoOHO, KOMKOTO €
Bb3MOXXHO MO- YECTHO, KaTo ce MMa NpeaBua TaxHaTa Bb3pacT U
HWUBO Ha 3PSASIOCT.

CbuwecTBYBa N1 noaxon, NpyM KOMTO AeTeTo MU Aa nsberHe
yHacnegsiBaHeTo Ha 3abonsiBaHeToO?

3a HAKOM reHeTU4YHW 3abonsiBaHUsi € Bb3MOXHO Aa b6baaTt
NpoBeaeHN n3cnenBaHus no Bpeme Ha bpemMeHHoCTTa, KOUMTOo Aa
nokaxaTr panu 6ebeto e yHacnegurno nNPOMEHEHUA reH
(NnpeHaTanHa pguarHocTuka). 3a noBeye WHAOPMaUUs BUXKTE
Gpowypute 3a npouenypute AMHUoueHTe3a U XOpPUOHHa
Buoncua. Ako cmdataTe, 4Ye TOBa MOXe da ca noaxoasim
Bb3MOXHOCTW 3a Bac, roBopeTte ¢ nekyesawums Bu nekap, 3a ga
Hay4YnTe ganum € M3nNbSIHMMO U HEeOOXOAMMO NPOBEXAAHETO MM
3a 3abonsaBaHeTo, KOETo BM 3acsra. M3KnouYnTenHo BaXHo e Aa
ce yYTO4YHUTE NO TO3n npobrnem no BBL3MOXHOCT Npean na
3abpemeHeeTe, T.K. MOHsSIKOra Ha nabopaTopudaTa, KOATO LWe
N3BbPLUBA M3CneaBaHMsTa, MoraT ga ca HeobXoOMMU HSKOSKO
MeceLa 3a NoaroToBKa.

[MoHsKora e BBb3MOXHO [Ja Ce M3BbpLM edHa npouenypa,
HapedeHa [lpegumnnaHTaumMoHHa [eHeTnyHa [dmnarHocTuka
(PGD), kaTo anTepHaTMBa Ha u3cnegBaHeTO Ha nnoga no Bpeme
Ha OpemeHHOCTTa. Tasu npouenypa BKMYBA acucTUpaHa
penpoaykumnsa Ha ABovikaTa, crnef KoeTo OnfoAeHnTe SnueKkneTkn
ce u3cneggar, 3a [a ce NpoBepu Aanu HOCAT U3MEHEHUS reH.
Camo sanuekneTtkute, 6€3 NpoMsiHa B reHa ce umnnaHTupaT B
yTpobaTta Ha eHaTta. ToBa € Abnbr Npouec 1 He € NoaxoasLy 3a
BCUYKK. 3a noBeye MHGopmauusa oTHocHo PGD, kakto n ganu e

5

Kou 3abonsiBaHus noanexat Ha u3crneaBaHe 3a reHeTUYHO
npeapasnonoxeHuve?

CobuectByBaT ronam 6pon 3abonsBaHus, 3a KOMTO B MOMEHTA
CblUecTByBa Bb3MOXHOCT 3a MpOBeXdaHe Ha T[eHeTUYHO
n3crieiBaHe 3a npegpasnorioXeHue.

ETO 1 HAKOWN npumepu:

1) OnpegeneHn BnaoBe pak (3a noBeye MHGOPMaLMsS BUXKTE
opowypata U3cnenBaHe 3a lNpeapasnonoxeHue KkbM Pak).

2) 3abonaBaHus, 3acdrawim HepBHaTa cuctemMa (HeBPONOrnYHM),
BKITHOYUTESHO:
- bonecT Ha XbHTUMHITLH (Huntington)
- HacnegcTBeHa aTakCcusa U HacnegcTBeHa cnacTuyHa
napannerus

3) 3abonsaBaHusa, 3acArawM  MyCKynuTe (HEBPOMYCKYIHM),
BKITHOUUTEITHO:

- MMOTOHMYHA ANCTPOUS

- (baumo-ckanyno-xymeparnHa MycKyrnHa guctpodus
4) 3abonsiBaHus, 3acsaralim CbpLeTo, BKIOYUTENHO:

- xunepTpocumyHa kapanomuonatTna (XKMIT)

- CMHAPOM Ha yabmkeH QT-nHTepBan

KakBo nmame npeasua noa ,,puck”?

B noseveto crnyyam (ocBeH npu pakoBuTe 3abonasaHus),
HanUM4yMeTo Ha MNPOMEHEeH reH nMokKas3Ba, 4e LWe pasBueTte
3abonsaBaHeTto. Bwbnpekn TOBa, nOHe 3acera, OBMKHOBEHO
nMncea Bb3MOXHOCT Aa Ce npeackaxe Ha KakBa Bb3pacT Lie
passuete 3abonsiBaHETO, KOMKO Le BW 3acerHe TO, KakTo U
KOMNKO 6bp30 e ce NposiBAT 1 pasBUAT CUMATOMUTE MY.

AkO cmsaTaTe, 4e npu Bac CblUeCTBYyBa PUCK W uMcCKaTe pJa
obMmucnuTe nNpoBeXOAaHETO Ha TreHeTUYHO u3cnedBaHe 3a
npegpasnonoxeHne kbM daneHo 3abonsiBaHe, € HeobxoaMmo
Aa CU 3anuLieTe Yac 3a reHeTMYHa KoHCynTauus.
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Mpoueaypa Ha reHeTUYHUA aHaNU3

Mpeon pa npemMuHeTe KbM TEHETUYHO M3creaBaHe 3a
npegpasnonoxeHne, e Heobxoanmo aa 6bae NOTBLPAEHO, Ye
CTe NoASNIOXEeH Ha puck. AKO HauWCTMHaA CblUEecTByBa PUCK, €
HeobxoauMMO Oa ce MpeLeHn TOYHO B KOW FeH/Kou reHu e ce
TbpcAT npomeHn. [lopagn ToBa, NbLPBO Ce onpegens
damunHata ncropus. Ako Baw 6nm3bk pogHuHa e 3acerHaT oT
3abonaBaHeTo, € HeobxoamMmo Ton Aa Obae m3cneaBaH, 3a ga
Ce yCTaHOBU reHa, B KOUTO € HacTbnuma NpomsiHa.

PelweHneTo 3a u3BbPLUBAHE HA FEHETMYHOTO M3CreaBaHe e
nsuano Bawe wn Hukora He GuBa ga yyBCcTBaTe HATUCK OT
CTpaHa Ha cneuuanuctute, ceMencTBsoTo Bu nnun ot npuatenu.
Cobllo Taka, TOBa € AbNbr Npouec, KOMTO MOXe Aa BK4YBa
peouua Cpelm C reHeTUYHUS KOHCYNTaHT, KakTo U mMmeceum
YakaHe Ha pesyntaTtute oT nabopaTtopuata. BbamoxHo e aa Bu
ObOoe gageHa NpekaneHo HoBa wnM TBbPAE CroxHa 3a Bac
MHpopMauus, B KoATo Aa Bu 6bae TpyaHo Aa BHUKHeTe. [Jobpa
noesa 6u 6mMno ako B3emeTe CbC cebe cu npusaTen nnn BawwusT
napTHbOp/Ka 3a nogkpena no Bpeme Ha cpewmte. Moxe aa ro/s
nomonute ga Bogu 3anmckun. OcobeHo BaxHO € ga HamepuTe
Bb3MOXXHOCT Aa obcbauTe reHeTUYHOTO u3crneaBaHe c 00y4eH
reHeTU4yeH KoHcynTaHT. Tonm mMoxe ga Bu npepoctaBum udanata
MHpopmauus, OT KOATO Ce HykaaeTe, Taka vye Aa B3emeTe Hau-
npaBunHOTO 3a Bac peweHne. Moxe ga
Bu 6boe oT nomow, M 3a BCUYKM
€MOoUuMOoHanHn npobnemu, Kouto e
Bb3MOXHO [a Bb3HMKHAT, KakTo W Aa
OTrOBOPM Ha BCUMYKM BBMPOCKU, KOUTO Bu
WHTepecyBsar.

3anomHeTe, Ye cneg Kato nonyyuTe
pesyntaTuTe cW, BpbllaHe Hasag Hama.
CnepoBaTernHo e BaXkHO Aa ce onuTtaTe Aa
MOMUCIIUTE BBLPXY HSAKOM OT OCHOBHUTE
npobnemu, npeau Oa B3emeTe pelleHue.
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3a HAKOM OT TAX € TpPyAHO Aa ce CnpaBAaT C uaedra, 4e
,obaeweTo e npea 1ax’.

3a HsAKoM ce okasBa TPyAHO Aa cnogensaT “aobpute HOBMHWU CbC
csouTe 6nm3ku. Te yyBCTBaAT BMHA, Ye ca ce “cnacunu”, gokato
TEXHU POAHMHU- He. lMoHskora e TpygHO Aa npuemeMm, 4e cme
nManu KbCMeT, A0KaTO ApYyruTe He ca.

Hsikon xopa, nony4unu ,000pyn HOBMHW® 3ano4yBaT fa dyBCcTBaT
OTrOBOPHOCT da Ce rpwxaT 3a PpOAHWHWUTE, 3acerHatn oT
3abonsaBaHeTo.

Heobxognmo e Bpeme, 3a Aa CBMKHETE C pe3ynrtatute oT TecTa,
Aopu 1 ga nonyyute ,,406pn HOBUHK”.

2) Puckbm 3a Bawume deuya

KakBo 6u mMorno ga 6bAae 3Ha4yeHMeToO Ha pe3yntaTuTe OT
uscrnenBaHeTo 3a BawwuTte geua (6baewm aeua)

Pesyntatute OT reHeTMYHOTO M3credBaHe aBaT WH(opMauus
He camo 3a Bawwmsa puck ga passuete gageHo 3abonsBaHe, HO U
noseye 3a pucka npu Bawwute geua.

AKO pesyntatute OT M3CneaBaHETO MoKasBaT, 4e He cTe
yHacnegunum naMeHeHus reH, HamepeH BbB BalweTo cemencTeo,
TO 3a Bac HAMa yBenu4yeH puck oT pasBuTue Ha 3abonsiBaHeTo,
KakTo 1 BawwuTe geua HAMa ga yHacneasaT reHeTU4eH pUck oT
Bac. Toea e T1aka, 3awoTto Bue He
MOXeTe Oa npedafdete M3MEHeH reH
aKo He ro HocuTe.

Ako Bawwute pesyntatm nokassaT, 4e
HOCUTE MNPOMEHEH reH, € Bb3MOXHO W
Bawute pgeua cbwo pa ca ro
yHacnegunu. OBMKHOBEHO npu deuata
He ce npoBeXxgaT TEeHEeTUYHMU
n3crnedBaHua 3a  npenpasnosioXeHue
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Hsakoun xopa, Cbllo Taka HamupaT 3a NOoNe3HOo Aa ce CBbpXaT C
NauMeHTCKM acounauun unu rpynu 3a nogkpena. Tesu rpynu
MoraTt ga npenocTtaBAaAT MHAOpMauus KakTto 3a 3abonsiBaHeTo,
Taka N 3a TOBa KakBO € [Ja XuBeelw C Hero, BKITOYUTENTHO U
onuTa cu B NPakTUYECKN U eMounoHarneH acnekt. MHoro yecrto
Te mMoraT [da CBbpXaT Xxopa U CEMENCTBa, KOMTO Ce HamupaT B
nogobHa cutyaums.

AKO ce OKaxe, Yye HOCuTe NMpoMsiHa B FEH, KOATO MOXe Ada cTe
npeganu n Ha BawwuTe geua, ToBa Moxe aa Bu Hakapa pa ce
noyyecTBaTe BWMHOBHM UM u3nnaweHn 3a 6baewoTo
30paBOCIIOBHO CbCTOAHME Ha Jdeuata Bu. BaxHo e pa
3aMoMHUTE, Ye reHUTe ce pasnpenendr Ha criydYaeH NpuHUMN n
npefaBaHETO Ha U3MEHEH MEH HE € HeYust rpeLuka.

3a HaKkou xopa, hakTbT, Ye UM € U3BEeCTEH BUCOKMSI PUCK OT
pasBMTMe Ha [pfageHo 3abonsiBaHe, MoOXxe [Oa p[oBede A0
eMoLMoHanHa HectabunHocT. Te cnodenar, Ye HAKOM OHU ce
yyBcTBaT Aobpe, a B ApyrM — He. [loBe4yeTo OT TsX, B KpalHa
cMeTKa, ycnsiaT Aa npuemaT pesyntarta, TakbB KakbBTO €, U Aa
nsnonsesat WHdopmauusTa 3a ga  nnadupat  no-gobpe
ObaeLLeTo n XXueoTa cu.

Kak Moxe pga pearnpam ako pe3yntaTbT NOKa3Ba, Ye He CbM
HOCUTEeNn Ha U3MEHEHUS FeH?

3a noBe4veTo xopa, TOBa Aa 3HAAT, Y€ HEe HOCAT NPOMEHEH reH
Hocn obnekyeHne wn pagocTt. Bce nak, He e HeobuyarHO 3a
HAKOM XOpa ga ce 4yBCTBAaT NOTUCHATU cnen u3cnenBaHeTo.
ToBa MOXe Aa ce OAb/KU Ha TOBa, Ye Ca XMBENWN TONKOBa ObJIr0
BPEME MOA HarnpexeHwe, 4Ye MM e Heobxoguma 3HauvuTenHa
NPOMsiHa 3a ga ce NpUCnocobsaT KbM TOBa, Ye ca ,HOpManHu’.
Hsakon oT Tsx ca pasodapoBaHu OT ToBa, Ye ,a06pute HOBMHU'
He foBexaaT [O TOSIKoBa MOMNOXUTENHN MPOMEHN B TEXHUSA
XMBOT, KONKOTO Ca O4YaKBaru.

3a Hsakoun XOpa, KoOUTo Cca y6€ﬂ,eHM, 4ye HOCAT NpoOMEeHEeHNA IreH,
OTKPUTMETO, Y€ HE Ca HOCUTEJIN NPOMEeHA uenmnda nMm Mmupornen.

7

Hsikon oT Tx ca o6cbaeHu no- gony n Mmoxe ga Bu nomorHaT aa
obmucnuTe 1 o0b6CcbLANTE HSAKOWM BaxKHW BbMpocu. Bbnpekn ToBa,
CNUCBbKbT HE € MbfieH M He BCUYKM TOYKM MoraT aa Gbaar
OTHeCeHu kbM BaluaTa KOHKpeTHa cuTyauusi.

Cekuunsa 3 BaumaHe Ha pelueHune
a) JleyeHue u lNMpogunakmuka

CbllecTByBa NUM nogxod 3a feyYeHue WU npeBeHUMA Ha
3abonsiBaHeTO?

OT UBKNIOYMTENHO 3HaYeHMe e Janu MMma Hanu4yHo nevyeHue unu
noaxon, KOMTO Aa NpPeaocTaBs Bb3MOXHOCT 3a HamansiBaHe Ha
pucka OT pasBuTME Ha bonectTa, ako nNpu Bac € YCTaHOBEHO
HanM4MeTo Ha npoMeHeH reH. Toea 6u nognomorHano
3Ha4YNTENHO NocneaBallmsi NPoLec Ha B3MMaHe Ha peLLeHust.

3a Hakou 3abonsBaHus, KaTo CbpAevyHUTE 3abonsBaHus
crnomeHaTu Mo-rope, BbLMPEKW, 4Ye He CbllecTByBa TpawiHO
na3nekyBaHe, bonectra moxe ga 6bae oBnagsiHa C feKkapcTBa,
cneunanHy nNemcMenKkbpun, a B HAKOM Criydan 4Ype3 XMpypruyeH
noaxon.

Mpn ppyrm  3abonsiBaHus, Kato Hanpumep 6onectrta Ha
XbHTUHITBH  (Huntington), He cblwecTByBa neyeHwue,
no3BonsiBallo na ce 3abaBuM HanpegBaHeTo Ha 6GonectTa.
Bbnpekn ToBa, HAKOM OT CUMNTOMUTE MOraT YacTU4YHO Aa O6baaT
oBrnagsiHM ¢ nekapctea. [lonsaTta oT ToBa Aa 3HaeTe, Ye umarte
NPOMEHEH reH, MoXe Aa 6bae No-CKOpo eMOoUMOHanHa Unn nbk
Aa BW NOMOrHe ga nnaHuparte no-gobpe xmBota u ObaeLleTo
cwu.

6) HecuzypHocm Ha l’eHemukama
HecurypHocT Ha pe3yntata OT reHeTUYHUMA aHanuMs u

3abonsiBaHeTO
FeHeTUYHOTO M3cnedBaHe 3a NpeapasnorioKeHne npuTexasa
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N3BECTHa CTeneH Ha HeCUrypHOCT, KOMKOTO U He3HauuTesrHa ga
e T4. Hanuumeto Ha npomeHeHuna reH npu Bac, osHa4daBa, ye
MOYTU CbC CUTYPHOCT LWe pa3BueTe 3abonsiBaHeTo. Bibnpeku
TOBa, € MHOro TpyAHO [fJa ce npeAckaxe Kora TOYHO Le
pasBueTe Gonectta, KONKO CepumosHu e 6baat npossute 1M u
KONKO 6bp30 e HanpegHaT CUMNTOMUTE.

3anomHeTe, 4Ye OT HayyHa rfnegHa Touka, MNONOXUTESTHUAT
pe3ynTtaTt rnokasea, ye Bue CTE HocuTen Ha NpOMEHeHUs reH, a
oTpuuaTenHUAT pesynTtart nokasea, ye Bue HE CTE HocuTen Ha
npomMeHeHnsa reH. B noeseyeTo criydyam e nosyymte KOHKpeTeH
peaynrar.

Bce nak, noHsikora cblluecTByBa U TpeTa Bb3MOXHOCT — ,cuBa’
30Ha UnNu ,MexauvHeH” pesynrtart. ToBa 03Ha4aBa, Ye Bblpekn ye
NMPOMEHEHUNAT TEH € YCTaHOBEH, CblUEecTByBaT TPYyAHOCTU 3a
KaTeropyyHa npeueHka danu ToBa Le npeans3Buka m3siea Ha
3abonsaaHeTo. Mo npaBuno, Te3n peayntatn ca U3KNKYUTESTHO
peakn, Ho MmoraT Aa 6baaT AocTa pa3oyapoBalLu.

8) Kak da ce cnpasume c peaynmamume

Kak morat pesyntatute Aa M1 NOBNUAAT e MOLMOHANHO?
Mpeon pa B3emeTe pelweHMeTo 3a nognaraHeto Bu Ha
reHeTUYHO u3crnegBaHe, € BaXXHO Aa ce onutate ga obmucnure
npenBapuTenHo M ga obcbanTe CbC CneumanucT, KakeBu Ouxa
Mornn ga 6baaT Bb3MOXHUTE EMOLUMOHAnHW MOCneacTBUs.
[obpa noes e ga ce onutate ga cu npeacraBuTe kak buxre ce
noYvyBCTBanM ako nony4nte gobpa unum nowa HOBMHA U Kak CcTe
pearnpanu npu nogobHu cutyaumm B MuHanoto. O6mMucnaHeTo
Ha BCWYKM acnekTu Ha Te3n BbMAPOCUM LWe BW NOMOrHe nAa
npeueHnTe ganu npegnoyvTaTte Aa XMBEEeTe B HEBEAEHWE UMK
na 6bvaerte MHPOPMMpPaAH HaNbIIHO, HE3AaBUCMMO OT TOBA KaKbB
6u morbn ga 6vae pesyntarta. Bece nak, € BaxHO Ja NOMHUTE, Ye
BCUYKM XOpa pearmpaTr pasfiMyHO M He CbLieCcTByBa TakoBa
Helwo KaTo ,HopmanHa peakumsa”. lNMo-gony ca nsbpoeHn HsKou
CcUTyaumm, KOUTo ga nvaTte npeasua;:

Kak mMoxe pa pearMpam ako pe3ynTaTbT NoOKa3Ba, Ye CbM
HOCUTEN Ha U3MEeHEeHUsA TeH?

3a HHAKOM Xopa, OOpW pes3ynTaT KOMTO Mokassa, Ye ca HOCUTENU
Ha U3MEHEH FeH € 3a npeanoynTaHe npeq cTpeca u crpaxa,
NPUYMHEHN OT HEU3BECTHOCTTA. 3a Te3n Xopa, Aa MmaT noBeye
‘UHpopmaumsa”, kakBaTo M ga e T, MOoxe pa b6bae
YCNOKOUTESHO.

Hakon xopa um3nutBaT obnekvyeHue, kato pasbepar, 4e ca C
BMCOK PUCK KbM pas3BUTUE Ha AaOeHO reHeTu4Ho 3abonsBaHe,
CTMra ga CbllecTByBa Bb3MOXHOCT 3a HSKAKBO reyeHue. Te
cMmATaT, Ye MHdopMauusTa e nonesHa, T.K. JaBa Bb3MOXHOCT Aa
Cce HanpaBu BCMYKO HeoOXoaumo, 3a Ja Ce yBEenuiM TEeXHUS
LIaHC ga ocTtaHar 3gpasu. B gpyrm cnyyam, npm komto 6onectTa
He mMoxe ga O6bae nekyBaHa, ycellaHeTo e MO-CKOpo, Ye Bede
nmart 3abonaBaHeTo. EANMHCTBEHUAT BLNPOC, KOMTO Ce BbPTU B
ymMa UM, e ,Kora TOYHO LWe Mu ce cnyun”. ToBa Moxe ga 6bae
N3KMNIOYMTENHO CTpecupallo 1 6onesHeHo.

Hsikon xopa npexuBsiBaT CbCTOSIHME Ha LWOK, KoraTo pasbupar,
ye ca HOCUTENM Ha M3MEHEHUN reH. Te MoXe fa ce noyyBcTBaT
CaMOTHW, pas3TPEBOXEHW, <H940CaHW WM 3acpaMeHMn.
[eHeTMYHUTE cheumanucTu, KakTo W AOpyrM  34paBHU
crneumnanucTi, Kato KOHCYNTaHTU M NCUXONo3n, MmaT onuT B
nognomMaraHeTo Ha xoparta u3nagHanu B Te3n cutyaumm u morat
Aa 6baart noaxoasul N3TOYHMK Ha noakpena.



