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MU3cnepBaHe 3a npegpa3norsioxeHme KoM pak

Tasn wuHopMauus onucea reHeTUYHUTEe Wu3cneaBaHus 3a
npeapasnonioXeHne KbM HacneacTtBeHUTe (oOpMM Ha pak.
HawaTta uen e ga By nomorHem ga cu oTroBopuTe Ha BbMNPOCU
KaTo:

KakBo npeacrtaBnssiBa reHETUYHOTO M3cnenBaHe 3a
npeapasnonoxeHune?

3alLo HAKOM Xopa B3MMaT peLUeHne ga ce uacrnensat 3a Hero?
KakBo TpsibBa ga umam npegsua ako obmucnam ga mu 6vae
N3BbPLLUEHO TakoBa M3cneaBaHe?

Cekuusa 1. 3a reHurte

3a pa pesbepeTe KakBO npeacTtaBnsiBa  FEHETUYHOTO
n3crneaBaHe 3a npegpasnonoXxeHne, TpssbBa NbpBO Aa 3HaeTe
KaKBO ca reHUTe U XpoOMO30oMUTe.

FeHn n Xpomo3somu

HaweTo T9n0 e wmsrpageHo 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.

feHnTe ce HOCAT OT NOAOOHM Ha HULLKM CTPYKTYPU, HapedeHwu
Xpomo3omu. HopmarnHo, HMe nmame 46 XpoMo3oMu B NMOBEYETO
HW KneTkn. Hwe HacnegaBame HawMTe XPOMO3OMM  OT
poantennte HW, 23 OT Mamka HM K 23 oOT Oawa Hwu.
CnepoBatenHo umame 2 Komnnekrta ot 23 XpomMo3oMu unu 23
OBOMKN. TbW KaToO XpOMO3OMUTE Ca MU3rpageHn OT TEeHWU, Hue
yHacrnegasame no Ase KOMuMs OT MNOBEeYeTO reHu, no egHo oT
BCEKN poauten. ToBa € npudmnHaTa, Nnopagn KosiTo YeCTo nmame
CXOOAHW 4YepTM C HawuTe poautTenn. Xpomosomute, a
cnefoBaTernHoO M reHnTe ca U3rpageHn oT XMMNYEeCKo BeLLecTBO,
HapedeHo JHK.
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PuHaHCH

[a >xuBeeTe C reHeTM4Ho 3abonsiBaHe MOXe Aa Ce OKaxe
PUHaAHCOBO TpyaHO. Bb3MOXHO € xopaTa, pa3sunu 3abonssaHe
Aa He morat ga paboTaT 3a obNrM nepuoamn oT BpeMe unu ga ce
HanoXxu ga cnpat paboTa HambnHO. 3a TEXHUTE MAPTHLOPU U
OpYrM 4neHoBe Ha CEMENCTBOTO MOXe CbLUO [a Ce OKaxe
TPygoHO Aa “XoHrnupat’ mexay pabotaTta M OTTOBOPHOCTUTE MO
noflaraHeToO Ha rPWXM 3a YNeH Ha CEMEUCTBOTO MU NapTHLOP.
Hakown xopa, 3Haenkn, Ye ca U3NOXEHN Ha PUCK OT pas3BUTUE Ha
reHeTu4Ho 3abonsiBaHe wumatT BpemMe ga nnaHupart
JoMHaHCOBUTE, KaKTO U APYrM NPaKTUYECKN acrekTu Ha TAXHOTO
ObaoeLle.

X) lNNodbupaHe Ha NOOXO0sIWUSI MOMEHM 3a U3ebpuieaHe Ha
u3scsiedeaHemo

Ako pewwnTe [Oa npoBedeTe u3creaBaHeTo, noabepeTe
noaxoAsil, MOMEHT, NPU KOWUTO CTe MO Bb3MOXHOCT MakCUMarHo
CroKoVHW. Pa3BoabT U CTpecbT B pabotata M NUYHUS KUBOT
yBenuyaBaT AOMbIIHUTENHO €MOLMOHArNHOTO HaToBapBaHe, a
MOMEHTDBT, B KOWTO ckntouBaTe 6Gpak mnu Bu ce paxga gete,
CblIO He e Han-noAXoAsLWMAT 3a M3BbpLUBAHE Ha aHanuaa.
[obpe e ga nnaHvMpaTe npeaBapuUTernHO U OeHsl, B KOWTO Le
nony4uTe pesynTtata, Taka 4Ye [fOa He CbBnaga C gpyru
AHTaXXUMEHTU U NPEXUBSIBAHUS.

MnaHMpaHeTo Ha MOMEHTa 3a M3BbPLUBAHE Ha u3cnegBaHe,
Hanpumep ,He cMATaM ga ce uacrnegsam npean HaBbpPLUBAHETO
Ha 30r.” moxe Oa e OT nonsa 3a emouuoHanHna Bu komdopT.
Mo T03M HaunH Bne namecrtearte peweHMeTo B Obaelle u Moxe
na 6baerte cBobOOAHM OT NpUTECHEeHUATa Bu no oTHoWweHue Ha
npoueca Ha B3auMaHe Ha KaTeropm4yHo peLleHune.

MonyunTe nu pesynTatuTe OT M3cCreaBaHETO, HAMa BpblUaHe
Hasag. [opagu ToBa, € OT W3KMYMTENHA BaXHOCT Aa cTe
HanmbfHO CUTYpPHU B PELUEHNETO CU, KakTO U noapobHo aa ro
obcbanTe CbC cneuvanuct Mo reHetuka. [lomHeTe, uye
3anMcBaHeTO Ha 4Yac 3a KOHCynTauusi CbC Crneuuanuct He BM
3aJbikaBa ga ce NoafoXknTe B NOCNeACTBUE HA U3cnenBaHe.

®ur.1: NeHn, xpomozomu n AIHK

\.\‘\\XPOMOSOMM - 23 [BOIKM

XpOMoaomaTa € CbCTaBeHa
OT reHn

© Clinical Skills Ltd

MoHsikora yHacnegsisame unu passvMBamMe npomsiHa (MyTauus) B
reH, KOSITO Crnupa HOpMarnHoTo My YHKUMOHMpaHe. B Hsikon
crydyam Tasu NpoMsiHa MOXe Aa OoBede A0 NpeapasnofiokeHue
KbM oOMNpedeneHn BWOOBE pak, Tb KaTo reHbT He [Jaea
NPaBUIHN UHCTPYKLMKN Ha TAMOTO.

Cekuusa 2 OnucaHue Ha uscnegBaHeTo

KakBo npeactaBnsiBa reHeTUYHOTO u3cneaBaHe 3a
npeapasnonoxeHune?

N3cnepBaHeTo 3a npeapasnosioxeHne (M3BECTHO Olle KaTo
npeacuMnTOMaTMYHO  u3crnedBaHe) MoXe [[a npegocTasuv
MHopMauua ganu 3a gageH UHOMBUA MMa BUCOKa BEPOSATHOCT
Aa pasBue onpepgerneHa opma Ha pak. Bbnpekn ye pakoBute
3abonsiBaHnA 0GMKHOBEHO Ce pa3BMBaT B 3pssia Bb3pacT, HAKOU
BMOOBE pakK MoraT [a ce pasBuaT npe3 LeTCTBOTO MU
foHOoWwecTBOTO  (Hanp. npu  uHamBNMgM ¢  MHoxecTBeHa
EnookpyHHa Heonnasua wnu  ®amunHa  AgeHomaTtosHa
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Monunnosa). AHanuante OOMKHOBEHO Ce WU3BbPLUIBAT creq
B3MMaHe Ha KpbBHa npoba. KpbBTa ce m3cneaBa B reHeTUYHa
nabopartopusi, 3a Oa Ce MpoBepu Jann Mma W3MEHEHUS B
onpegeneH TreH WM  TeHW, KOUTO Cca CBbp3aHM CbC
3abonsBaHeTo. B OGpowypata “KakBo ce cnyyBa B
reHeTU4HaTa naboartopusa” CMe nNpegocTaBuIn  NoBeye
NHpopmaLma 3a TOBa Kak Ce M3BBbPLLBAT aHaNM3nTe Ha reHuTe.

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

AKoO cbllecTByBa (baMmuiiHa UCTOPUS 3a onpedesieH BUA4 pakoBO
3abonsiBaHe BbB BaleTO CEMENCTBO (OOMKHOBEHO ABa UNK TpuU
6nmn3kopoacTBEHMKA OT egHaTa CcTpaHa Ha BalweTo cemencTso,
KOUTO ca 3abonsanu Ha CpaBHUTENHO Mnaga Bb3pacT, T.e. nojg
60 rogumHn), TO TOBa MOXe [a Ce Ab/PKM Ha HacneacTtBeHO
N3MEHeHNe B gageH reH. 3a uHOavMBMA, pas3Bun pak Ha mnaga
Bb3pacT WM MHOXECTBO KapLUWHOMW, Hanp. KapuuMHOM Ha
rbpaarta u andHuUMTE Ha Bb3pacT nog 50 roauHu, BeposTHOCTTa
Ja MMa u3MeHeHne B OdadeH reH e no- BMCOKa OT CpedHo
cTatucTnyeckaTa (nonynaumoHHa). AKO U3MeHeHne B JafeH reH
€ HamepeHO nNpu Baw 6nmM3bk poaHuHa, € Bb3MOXHO Aa Bwu
ObOoe HanpaBeHO wu3crnegBaHe 3a NpeapasnosiokeHue, npu
KOeTo Aa ce NpoBepwu Aanu cTe yHacnegunum ToBa U3MEHEHMe.
Moxxe pa uckate ga Bu 6bae HanpaBeH TecTa ako:

e To3m Bng pak Mmoxe edekTMBHO Aa Obae npegoTBpaTeH
UM NeKyBaH, KakTO M ako CblleCTByBaT CKPUHMHIOBU
nporpamu, Kouto Aa Bwu Obagat npegonoxeHu npu
yBEIIMYEH PUCK 3a pa3BuTUE Ha 3abonaBaHeTo.

e DBsaparte, ye ako 3HaeTe noBeye 3a BEPOATHOCTTA Aa
pasBueTe Tasn popma Ha pak MOXe da B3eMeTe BaXKHU
peLleHns 3a XnBoTa Cu, BKOYUTENHO 3a BalweTto 3gpase
(T.e. no- 4ectn nNpoPUNIAKTUYHU nMpernegn  Unu
npodunakTMyHa onepaums).

e Taan mHpopmauma Bu e Heobxoguma, 3a ga Hayuute
nosede 3a pucka npu Bawwnte geua.

e Bwuwe cte oT TMna xopa, KOUTO NpegnoynTaT ga 3HasT
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YNEHOBETE Ha €eOHO CEeMEWCTBO MOXe Oa umaTt pasfnyHo
BWXXOaHE 3a U3crneaBaHeTo U Ye TexHust u3bop Tpsabea aa 6bvae
yBaXXeH. [eHeTMYHOTO n3crneaBaHe MOXe MOHAKOora fa paskpue
CEMENHM TaWHW, BKIOYBALLM OCUHOBSIBAHE W OTXBbPISHE Ha
GawunHcTBO (T.e. OBuonormyHmaT 6Gawa He e TOo3U, KOWTO
CEMENCTBOTO CMATA, Ye €). ToBa e Taka, 3al0To ce aHanuaupa
dammnnHaTa UCTopmst 1 MoXe Aa CTaHe SICHO, Ye HaMaTe obLwm
reHn C OpyruTe 4YfieHoBe Ha CEMENCTBOTO. ToBa € Bb3MOXHOCT,
3a KOATO TpsiIOBa Aa CTe HasiCHO, Npeayn Ha4yanoTo Ha aHanuaa.

e) [oBepuTenHocT, 3acTpaxoBaHe W (¢UHaHCHU

NMoBeputenHocT

JocTbnbT A0 BaWMUTE FEHETUYHWU pe3ynTaTu e orpaHunyeH. Ha
Bawwusa nekap He e NO3BOMIEHO Oa KaXe Ha Hukoro, 4ye Bu e
NpoOBEOEHO TrEeHETMYEHO Wu3cnegBaHe wnyM ga npeaocTaBu
pesyntatute OT aHanu3ante 06e3 Bawe MNO3BOSIEHME.
3acTtpaxoBaHe

3acTpaxoBaTeNnHM KOMMNaHWM YecTo \
nauckeat ot Bac pa npepocrtaBute W
MeanumHcKka nHgopmauus 3a cebe cu ——

MW CcemMeWcTBOTO CWU, KoraTto S\
KaHOuaaTcTBaTe 3a 3acTpaxoBaTesiHa
nonuua, ocobeHo Hag onpeaeneHa
cyma. BuabT Ha wuHpOpmaumaTa,
KOSTO 3acTpaxoBaTeNIHUTE KOMMNaHUn
n pabotogatenute mMmaT npaBoO AOa
n3mckat Bapupa 3HAUYUTENHO B
pasnuyHMTe ObpxaBu. Tpsbea pa pasbepetre panm e
HeobOxoouMo gda ©ObgaT BKKYMEHM W pe3yntatute  oT
reHeTUYHUTE M3CrneaBaHUs, KOUTO Be4ve CTe npeanpuenu, unm
MOXe pfa npegnpuemete B 6Obaewe. [lonutante Bawwsat
reHeTU4YeH cneumanuct 3a ToBa W Ce KOHCynTMpauTe 3a
topuanyecknTe nogpobHOCTM.
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[MoHAkora e BB3MOXHO [a Cce M3BbpWKW efHa npouenypa,
HapeyeHa [lpegnmnnaHTaunoHHa [eHeTnyHa [uarHoctuka
(PGD), kaTo anTepHaTMBa Ha u3cnenBaHeTO Ha nnoga no BpemMe
Ha OpemeHHOCTTa. Tasu npouenypa BKMAYBA acucTupaHa
penpoayKunsa Ha ABouKaTa, criefl KOeTo OnfioAeHNTe ANLEKITETKN
ce u3cnegar, 3a fa ce NpoBepu [anu HOCAT U3MEHEHUSA reH.
Camo sanuekneTkute, 6€3 NpoMsiHa B reHa ce uMMnnaHTupaT B
yTpobaTta Ha xeHaTa. ToBa e AbMbrr NPOLUEC U He e NoAXOAsL, 3a
BCUYKK. 3a noBeye UHGopmauusa oTHocHo PGD, kakto n ganu e
nogxogsiwa 3a Bac, nonutante BawmaT nekap.

A) Apyrn uneHoBe Ha CEMeNCTBOTO

B MHoOro cnyyam, npouecbT Ha reHeTUYHUA aHanui conuxasa
CEMENCTBOTO M TO MOXe Aa 6bae 4o6bp M3TOYHUK HA NoaKpena.
B Hakou cnyvam, obaye, MOXe Aa BbIHWKHAT HanpexeHue u
YCIOXHEHNS B paMKuTe Ha cemencTtsoTo. [lobpa mnoes e ga
NOMUCANTE KakK U3CrneaBaHeTo M pes3ynTaTtuTe OT aHanvM3a MoXe
Aa MOBMUSIAT Ha OTHOLWIEeHMsITa C BaluMs NapTHbOP M ApYyrK
yYrieHoBe Ha cemencTBoTo. He 3abpaBsnTte, 4e 3acerHaTusT
4YfieH Ha CeMencTBOTO NbpBO TpsibBa Aa ce cbrnacu ga 6vae
nscneaBaH, Taka 4Ye ga Moxe ga Obae wuaeHTUdMumpaHa
npomsaHata B reHa. [MoHsKkora nogxogbT KbM TO3M YfleH Ha
ceMencTBoTo Moxe ga 6bae TpyaeH. CnydBa ce pogHUHUTE ca
3arybunu Bpb3ka. Cbllo Taka, Moxe ga b6bae TpyaAHO Oa ce
roBopu 3a 60nectu, KOMTO ca HAaCTLNUN B MUHANOTO, Tbi KaTo
TOBa MOXe Aa npeaussuka 60nesHeHu cCnoMeHu. eHeTudHuTe
cneumanucTn Tpsibea aa 6baaT B CbCTOSAHME Aa BW NpeanoxaT
CbBEeTU, NOAXOAALUN 3a TE3N CUTYaLMMW.

Hsakoun xopa moxe aa uckat ga 3HaaT 3a TEXHUS TEHETUYEH PUCK,
OT 3arpmXeHOCT KbM YfIeHOBETEe Ha TexHUTe cemencTa. [pyru
YrieHoOBEe Ha CeMencTBOTO, obade, MoXe Oa He uckaT ga 6vaar
n3crnedBaHu, Tbh KaTto npegnoyvdtaTr ga He pasnonarat C
MHopMaumusa 3a TexHus puck. Heobxogumo e pa 6Gbaate
BHMMAaTENHN, 3alloTO pe3yntarbT OT Bawwusa aHanus moxe aga
Jagje HexenaHa wuHdopMauusi 3a pucka npu ocTaHanute
YneHoBe Ha CeMeucTBoTo. BaxHO e paa 3anomMHuTe, 4e
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COOCTBEHMAT CU PUCK 3a pasBUMTUE Ha pak, Tbil KaTo
npeanoyvTaT Aa 3HaAT noBeye 3a ObOELLETO CU.

Kou BupoBe pak nopnexar Ha u3cregBaHe 3a reHeTUYHO
npeapasnonoxeHue?

OnpegeneHn HacneacTBeHn ¢opMuM Ha pak Beve MoraT fa
ObaaT um3crnegBaHW 3a npegpasnonoxeHne. ETo u  Hsakou
npuMmepu:

1) Hakomn dhopmMun Ha pak Ha rbpaaTta u/vnm andHnuuTe.

2) Hakomn popmMu Ha TbHKOYPEBEH pak, pak Ha AebenoTto 4epBo
unun Matkata (eHgomeTpuaneH), BknwoudBawm HacneacTteeH
HenonunoseH KonopekTtaneH KapuunHom (HNPCC) n ®amunHa
ApeHomaTtosHa lNonunosa (FAP).

3) Opyrm pegku BuaoBe pak kKaTto peTvHobractoma, KOSITO
npeacTaBnsaBa psSAbK BUA pak Ha OKOTO.

3abenexka: BaxHO e pga 3anoMHUTE, 4Ye pakoBuTe
3abonfiBaHusA ca 4eCTU U B NOBEYETO CllyyYau 3a NPUYMHEHN
OT KOMOMHaLMATA Ha HalIUTe FeHWU, HAa4YUH Ha XUBOT U ApPYrn
c¢akTopu Ha cpepata. Camo manka 4act ot T1ax (5-10%) ca
HacneacTBEHM.

KakBo nmame npeasug nog ,,puck”?

AKO MmaTe npomMsiHa B Jaf€eH reH, 3a HacneactseHuTe dpopmu
Ha pak ToOBa O3Ha4aBa, Ye PUCKbLT Aa pasBMeTe KOHKPETHUS BN,
paKk e yBerMyeH B CpaBHEHWe C XxopaTa, KOUTO HAMAaT Takasa
npoMsiHa B cemeKncTBarta cu. 3a no- ronamMara 4acT oT crnyyauTe
TOBa He O03HayaBa, 4Ye 3adb/IKUTENHO LWe pasBueTe
3abonsBaHeToO, a Ye e yBenuveHa BepPOATHOCTTa TOBa Ada ce
Crny4w.

Ako cmataTe, 4e 3a Bac cbulectByBa puck M uckaTe [Ja
obcbauTe BbBL3MOXHOCTTA pAda Obaete uv3cneaBaHu  3a
npenpasnonoXeHMe KbM onpegeneH Bug pak, TpsibBa ga cu
3anuweTe Yac 3a cpelia c reHetudeH cneuuanuct. lNpegn aa
B3eMeTe pelleHne 3a n3crneaBaHeTo, NomMorneTe cneunanucTbT
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na Bu obsicHn kakbB We 6baoe Bawwumat PUCK 3a pa3BuUTHUE Ha
3abonsBaHeTO, ako CTe HOCUTEN Ha reHeTn4HaTa npomMsaHa.

Mpoueaypa Ha reHeTUYHUSA aHanNU3

Mpean pa ce nNpPUCTbANM KbM  U3cneaBaHeTo  3a
npegpasnonoxeHne, Tpsabea NbpPBO Aa ce NOTBbPAU, Ye PUCKBLT
npu Bac e yBenuyeH 1 ako ToBa € Taka, KOst reHeTUYHa NpoMsiHa
e ce Tbpcu. ToBa e gByeTaneH npoLec.

MbpBO ce onpepens amunHata UCTOpUS, 4Ype3 KOATO ce
OLEeHsIBaT BMAOBETE pakoBM 3abonsdBaHUs B CEMENCTBOTO BMW.
BawwuTe 6nnskopoacTBeHMUN, KOUTO ca 3abonanu oT onpeneneHx
BN pak we ObaaT nscnensaHn, 3a ga ce Hamepu U3MEeHEHUAT
reH. Ako Bue camuaT cte passunun To3n BUA pak, MOXe fa cTe
MbpBUS U3CNeaBaH YreH Ha hamunuaTa (To3n BUA nscrnenBaHe
we ©Obae HapeyeHO “OAMArHOCTUYHO MuM3cnedBaHe”, a He
“‘nscnegBaHe 3a npeagpasnosioxeHune”).

Ako npu Baw 6nmn3sbk 6bae HamepeHa MyTauusi, € Bb3MOXHO U
Ha Bac na 6bae npeanoXeHo reHeTUYHO u3cnegsaHe, 3a ga ce
NpoBepU Janu cTe yHacnegunun naMeHeHusaT reH. Ako obade npwm
Bawwus 6nm3bk He ce Hamepu MPOMEHEH reH, TO ToraBa €
HEBL3MOXHO fda Bu 6bge npennoxeHo wu3cnegBaHe 3a
npegpasnonoxeHue. Toea He o3HayaBsa, Yye BawwmaT puck He e
yBenu4eH, HanpoTtue, nopagu Bawarta damunHa uctopusa e
Bb3MOXHO [a MmaTte rno- BUCOK OT CPeJHOCTaTUCTUYECKUST PUCK.
Mpu TakaBa cuTyauus, e Heob6xoauMO Aa NPOAbIKUTE PedoBHO
4a nocelasarte NpounakTuyHn nperneau.

PelwweHneTo 3a u3BbpLIBaHE Ha reHETUYHOTO
n3cnegBaHe e um3usano Bawe u Hukora He
GuBa ga 4yBCTBAaTe HATUCK OT CTpaHa Ha
cneunanucTute, cemenctBoto Bu wunm ot
npuatenu. CbLWo Taka, ToBa € AbNTbrr NPOLEC,
KOMTO MOXEe Ada BKMYBa peguua cpewm c
reHeTUYHNA KOHCYNTaHT, KakTo W Meceuu
YakaHe Ha pesyntatute oT nabopaTtopusTa.
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nokasaHus 3a uacnenBaHe Ha AeTeTo, ce cunTa 4ye e Han-gobpe
Aa ce mn34yaka, [oKaTo OeTeTo e A0CTaTbyHO Bb3pacTHO, 3a Ada
B3eMe peLleHNeTOo 3a eBeHTyaslHO u3cnenBaHe CaMOCTOATENHO.
N3knoveHne e, Korato ca Hanuue KOHKPETHU MEOULMHCKM
nokasaHmss 3a WU3BbpWBaAHE Ha wu3cnegBaHeTo 3a
npegpasnonoXeHne Ha OeTeTo, KaTo Hanpumep, ako CKPUHWUHra
3a pak B cemencTBoTO By ce npenopbyBa 3a geua Ha Bb3pacT
noa 18 rognum.

O6cbxaaHeTo Ha JadeHo reHeTUYHO 3abonsiBaHe U eBEHTyarHO
n3cnenBaHe 3a npeapasnosiokeHne ¢ Aeua v HHOLWK, MOXe aa
6baoe MHoro TpygHo. Te moraT ga umMaT MHOrMO BbLbMNPOCKM U €
Ba)XHO Aa UM ce OTroBOpPM MaKCMManHO noapoOHO, KOMKOTO e
Bb3MOXXHO MO- YEeCTHO, KaTo ce MMa npeapua TaxHaTa Bb3pacT u
HUBO Ha 3pPSANOCT.

CobuwecTtByBa N1 noaxon, Npv KOMTO AeTeTo My Aa nsberHe
yHacnegsiBaHeTo Ha 3abonsiBaHeToO?

Han- nobpuaTt HaumH 3a n3bsrsaHe passBuTue Ha 3abonsBaHeTo
npu geuarta Bu e ga ce yBepute ye Te:

a) ca UHpopmmnpaHmu 3a 3abonsBaHeTo B CEMENCTBOTO U

6) ca HasiCHO C MpeBaHTUBHUTE MEPKW, KOUTO noarnomarat
npeanasBaHeTo OT TO3M BUA pak.

3a HAkoM BMOOBE pak, Mno-cneunanHo Te3n, KoOWUTOo 3acsarar
AeuaTta M HHOWKWTE, € Bb3MOXHO Aa Ce M3BbPLUM U3creaBaHe
no Bpeme Ha GpemeHHOCTTa, 3a Aa ce nposepu ganu 6ebdeto e
yHacnegurno W3MEeHeHWSAT reH (npeHatanHo wuscrieasaHe). 3a
noseyve uHopmaums, MoxeTe ga nornegHete bGpowypuTte 3a
AmHuoueHTe3a 1 XopuoHHa 6uoncua (CVS). Ako cmaTate, ve
ToBa MOXxe Aa 6bae Bb3MOXHOCT 3a Bac, obcbaeTe ¢ nekaps cu
ganu Te3u wuscrnegBaHuss Moxe pfa Obaoar HanpaBeHM 3a
3abonsBaHeTo, OT KOETO Ce NpuTecHsieaTe. Mmante npeasua, ve
3a no-ronsma 4acT OT pakoBuTe 3abonsaBaHus, KOUTO ce
nposiBABaT B 3pdna Bb3pacT, MEeToAUTE Ha JlevyeHne u
NpPeBaHTUBHN MEPKN HENPEKbCHATO ce pa3BuBaT U NogobpsiearT,
Taka Ye npeHaTanHo uscrnenBaHe ce HasHa4aBa pPsaKo.
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npeganu 1 Ha BawwuTe geua, ToBa Moxe aa Bu Hakapa pa ce
noyyeBcTBaTe BMHOBHM UM  uM3nNnaweHn 3a 6baewoTo
30paBOCIIOBHO CbCTOSIHME Ha pJdeuata Bu. BaxHo e pa
3aMoOMHUTE, Ye reHUTe ce pasnpenendr Ha cryvyaeH NpuHUMN n
npegaBaHETO Ha U3MEHEH FEH HE € HeYunst rpeLuka.

Kak moxe pna pearnpam ako pe3yntaTbT NoKa3Ba, 4e He CbM
HOCUTEN Ha U3MEeHEeHUsA reH?

AKO ce [oKaxe, Ye He ca HOCUTENW, 3a MoBEeYeTO Xopa ToBa
HOCM YyBCTBO Ha obnekyeHue. Bbnpeku ToOBa, 3a HAKOM ce
okasBa TpyAHO fa cnofgenat “‘gobpute HOBUMHW® CbC CBOMUTE
6nn3kn. Te 4yBCTBAT BWMHA, Ye ca ce “‘cnacunn’, AoKaTto TEXHU
POOHUHN- He. [loHAKora e TpyaHO Aa NMpuMeMeM, Yye CMe Mmanu
KbCMET, AOKaTO ApYrnTe He ca.

2) Puckbm 3a Bawume Jdeuya

KakBo 6u morno ga 6bAae 3Ha4eHUETO Ha pes3ynTtaTute OT
uscrnenBaHeTo 3a BawwuTe geua (M 6baewm geua)

OT pesyntaTute OT reHETUYHOTO u3cnensaHe LWwe pasbepeTe He
camo 3a Bawms puck oT pasButmne Ha pak, HO 1 NoBeYe 3a pucka
npu BawwuTe geua.

AKO pesyntatute OT MW3CreaBaHETO MnokasBaT, 4e He CcTe
yHacnegunum naMeHeHus reH, HamepeH BbB BalweTo cemencrso,
TO 3a Bac HaAma yBenu4yeH puck oT pasBuTue Ha 3abonsaBaHeTo,
KakTo n BawwuTe geua HAMa ga yHacnegsat reHeTUYeH pUck ot
Bac. Toea e Taka, 3awoTto Bue He moxeTe fa npepagete
N3MEHEH reH ako He ro HocuTe.

Ako pesyntatute oT BaweTto wu3cnenBaHe nokaseaT, 4ye CTe
HOCUTEN HaA W3MEHEeHMA TreH, To 3a Bawwute peua wvma
BeposaTHOCcT 1 kbM 2 (50%) cbwo p[Ja ca yHacnegunu
N3MEHEHUAT MeH M 3a TAX Oa CblLUeCTBYBa YBENIMYEH PUCK OT
pasButMe Ha pak. [lo npuHUMn wun3cnegBaHeTo 3a
npegpasnonoxeHne He TpsibBa ga ce npasBu nNpu  Aeua,
HeHasbpwunu 18 roguHn. A AKO nunceat  MeLULMHCKK
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Bb3amoxHo e ga Bu 6bae gageHa npekaneHo HoBa MNKU TBbPAE
cnoxHa 3a Bac mHdopmaums, B kosTo ga Bu 6bae TpygHo aa
BHMKHeTe. [lobpa mages 6m 6Guno ako B3emeTe CbC cebe cu
npusaten nnn BawuvaTt napTHeop/ka 3a nogkpena no BpemMe Ha
cpewmTe. Moxe aa ro/a nomonuTte ga Boam 3anuckn. OcobeHo
BaXKHO € Aa HamepuTe Bb3MOXHOCT fa obcbauTe reHeTUYHOTO
n3crieBaHe ¢ 00y4YeH reHeTU4eH KOHCynTaHT. Ton moxe fa Bu
npegocTtasn uanarta nHdopmMaums, OT KOATO Ce HyxaaeTe, Taka
Yye Oa B3eMeTe Haun- npaBuUNnHOTO 3a Bac pelweHne. Moxe ga Bu
O6bae OT NOMOLL 1 32 BCUYKM eMOLMOHanHu npobnemu, Kouto e
Bb3MOXHO [a Bb3HMKHAT, KaKTO M Ja OTrOBOPU Ha BCUYKM
BbNpocu, kKouto Bu nHtepecysar.

3anomHeTe, Ye crnen Kato nonyyute pesyntatute cu, BpbllaHe
Hasag HAma. CnepoBaTenHO € BaXHO [da ce onutate Aa
NMOMUCINNTE BbPXY HSAKOM OT OCHOBHUTE npobnemu, npeau na
B3emeTe pelleHne. Hsakon oT Tax ca o6cbaeHu no- 4oy U MoXxe
na Bu nomorHaT ga obmucnute u obCcbOuTe HAKOW BaXKHU
BbNPOCU. Bbnpekn ToBa, CMUCHKLT HE € MbIeH U He BCUYKK
TOYKM MoraT ga ObaaT OTHeceHM kbM Bawlata KoHKpeTHa
cuTyaums.

Cekuunsa 3 BaumaHe Ha pelueHue
a) JleyeHue u lNpogunakmuka

CbuwecTByBa NMU nogxod 3a nevyeHuMe WU MpeBeHUMA Ha
3abonsaBaHeTO?

BaxHo e ga pasbepeTe ganu CblecTBYBa HanM4HO JevyeHue
UNU NOAXOA4 3a HamansiBaHe Ha pucka OT pasBUTME Ha pak
npean eBeHTyanHo aa ObaeTe onpedeneH Kato reHeTUYHO
npeapasnonoXeH KbM Hero. AKO NpeaBapuTenHO 3HaeTte
Bb3MOXHOCTUTE 3a HamansiBaHe Ha pucka, B3MMaHeTO Ha
pelLeHe MoXe Aa e Nno- NeCHO.

3a Xoparta, npu KOUTo CbllecCTByBa yBeJIM4YEH PUCK OT pa3BuUTUE
Ha pak, YecTtute npernean nnm CKpUHUHI MoXxe aa noanomMorHat
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paHHaTa AMarHoCTuKa, KOeTo O3HayaBa 4e fieyeHNeTo Moxe aa
e no- edekTMBHO. Hskom xopa moraT ga msbepart xupypruyHa
MHTEPBEHUMA, Hamansesawa pucka. ToBa 03Ha4vaBa
npemMaxBaHeTO Ha opraHu (KaTto rbpauy Unmv Su4HULK), 3a KOUTO €
yBenu4eH pucka fa ce pasBue pak.

AKo umaTte 3HaumTenHa cpamumnHa UCTOpUA 3a onpegerieH
BUA pakK, KOATO NoKa3sBa, 4e MOXe Aa CTe C NOBULLEH PUCK OT
pa3BUTUETO MY Ha MO- KbCEH eTan, U3Nosfi3BaHeTo Ha Mno-
ronsiMata 4actT OT Bb3MOXHOCTUTE 3a HamansiBaHe Ha TO3Mu
puck TpsibBa Aa 6bAaT AOCTBLMNHM 3a Bac, JOPU M aKO He Cun
HanpaBuTe reHeTUYHO u3cnepnBaHe. TpsbBa pa obcbauTte
ToBa ¢ Bawwma nekap.

6) HecueypHocm Ha leHemukama

HecurypHocT Ha pe3yntata OT reHeTUYHUSI aHanus3 W
3abonsBaHeTO

Pesyntatute OT uscnegBaHeTo 3a NpeapasnofioXXeHne, Makap u
B MHOrO JfleKa CTeneH, MoXe Aa HOCAT onpeaernieHa HECUTYPHOCT.
AKO CTe HOcuTen Ha NPOMEHEHUs TeH, TOBa He O3HayaBa CbC
CUIypPHOCT Y€ LLe pa3BMETE pak, a 03Ha4vyaBa 4Ye BawwmaT puck e
No- BUCOK OT cpeaHus 3a nonynaumsita. AKO He CTe HOocuUTen Ha
N3MEHEHNSA reH, TOBa HE O3Ha4YaBa Ye HUKora HsaMa aa pasBueTe
pak, a Ye puckbT Bu e 6nmn3bk 4o nonynaumoHHMUS.

8) Kak da ce cnpasume c peaynmamume

Kak moraT pesynrtatute na My NOBJIUAAAT € MOLIMOHANHO?

Mpeon na B3emMeTe pelleHne 3a reHeTUYHOTO M3CcneaBaHe, He e
nolia naes ga ce onurtaTte Aa cu NpeacTaBUTe Kak MOXe aa ce
noyyBCTBaTE ako nony4ute 4obpu nnmn NoLm HOBUHK, KaKTo 1 Aa
C/ MPUNOMHUTE KakK CTe pearMpany Ha JIowuTe HOBUHU B
MuUHanoTo. ToBa mMoxe ga Bu nomorHe ga pewwmte ganu e no-
nobpe Oa XuBeeTe C HECUTYPHOCTTA KaTo He 3HaeTe pesynraTa
unu 3a Bac e no- nobpe aa 3HaeTe, HE3aBMCUMO OT TOBA KaKbB
e pesynTaTa. BaxHo e ga 3anoMHuTe, Ye BCUYKN Xopa pearnpat

pasfiMyHo M HaAMa “HopmMarnHa” peakums.

Kak moxe pa pearmpam ako pe3yntaTbT NoOKas3Ba, Y€ CbM
HOCUTEN Ha N3MEHeHUsl reH?

3a HaKkom xopa, Aopw pesynTtaT KOWTO NokasBa, Ye ca HOCUTenu
Ha M3MEHEH reH e 3a npegnodnTaHe npeg crpeca U cTpaxa,
NPUYNHEHN OT HEM3BECTHOCTTA. 3a Te3u xopa, Aa MMar no.edye
‘Hpopmaumsa”, kakBaTo M ga e T8, MOoxXe pa b6bae
YCMOKOMUTESHO.

Hsikon xopa ce ycnokosiBaT, korato pasbepar, 4e ca U3MoXeHU
Ha BMCOK PUCK OT pa3BMTME Ha KOHKPETEH BWUA pak, Korato TOu
MOXe [a ce NekyBa. Te 4yBCTBaT, 4Ye TasuM WHGopmauus e
nonesHa, Tbi Kato MOXe Ja Ce HanpaBu BCUYKO Bb3MOXHO 3a
yBenn4yaBaHeTO Ha TEXHUS LWIAHC Aa OcTaHaT 3gpaBu. 3a opyrm,
KOHCTaTaumaTta, 4e ca ¢ "BMCOK puUCK" € paBHOCUMHA Ha ToBa Aa
ca Bedye 3abonanun. EAMHCTBEHUAT BbMNPOC, KOWTO CU 3adaBaT e
"Kora TOYHO Wwe mu ce cnyun?" Toea Moxe ga 6bae MHOro
TEXbK MOMEHT.

Hakon xopa npexuBsaBaT CbCTOSHME Ha LLIOK, KoraTo pasbupar,
ye ca HocUTeNu Ha U3MeHeHUs reH. Te Moxe ga ce novyBcTBaT
CaMOTHM, pas3TPEeBOXEHU, HAA0CAaHM WUNU  3acpaMeHu.
FeHeTUYHUTEe crneunanucTn, Kakto W  Opyrn  3OpaBHU
cneumanucT, KaTo KOHCYNMTaHTU M MCMXONo3u, MMaT OnuT B
nognomaraHeTo Ha xopaTta u3nagHanv B Teav cutyauum u morat
na 6baaT noaxoasiil, U3TOYHUK Ha NoaKkpena.

Hskoun xopa, cblLlO Taka HamupaT 3a NMorfie3Ho Aa Ce CBbpXaT C
NaumMeHTCKM acounauun unu rpynu 3a nogkpena. Tesu rpynu
MoraTt [a npenocTtaBAT MHAOpMauusi KakTo 3a 3abonsiBaHeTo,
Taka M 3a TOBa KakBO € Aa XWUBeell C Hero, BKIMOYUTENHO U
onuTa Ccu B NPaKTUYECKN M emoumoHaneH acnekt. MHoro yecto
Te MoraTt [a CBbpXaT Xopa M CEMEWCTBA, KOUTO Ce HamupaT B
nogobHa cutyaums.

AKO ce OKaxe, Yye HocuTe npomMsAHa B reH, KOATO MOXe Oa CTe



