KakBo npeacraBnaBa reHeTUYHOTO U3cnenBaHe 3a
npeAapasnonoXeHue?

Tasn MHd)OpMaLI,Mﬂ OonncBa reHeTU4HuUTE un3cneaBaHMA 3a NpegpasnosioKeHne Kbm 6OI'IECTVI,
Pas3nMYHMN OT pPakKa. Ta Bu ce npenocrasA OT HAC, 3a Aa B nomorHe aa HamepuTe OTroBopn Ha
BBbMNpPOCK KaTo:

. Kakso npeagcraBnAaBa reHeTU4HOTO U3CsieaBaHe 3a rlpe,a,pasnono»(eHme?
e 3awWo HAKOM XOpa B3nMmart peweHne ga ce nuscnenBart 3a Hero?

e KakBo TpsbBa ga Mmam npeagua ako obmucnam ga mum 6bae M3BbPLIEHO TaKoBa
n3cnenBaHe?

3a reHurte

3a pa pe36epeTe KaKBO NnpeAactaBaABa reHETUYHOTO M3CneaBaHe 3a NpPeapasnosioxKeHue, Tpﬂ6Ba
NbpPBO Aa 3HAaeTe KakBO Ca reHnTe N XxpoMo3oOMUTE.

FeHn n Xpomoszomu

HaweTo TA10 € U3rpageHo OT MUAMOHU KNeTKU. NoBeYeTO KNETKU CbAbpsKaT MbaeH Habop OT reHu.
Hue nmame xmnagm reHun. FeHUTe ca KaTto UHCTPYKTOPU, KOMTO KOHTPOAMPAT pacTeXka HU U KaK aa
paboTn HaweTo TANO0. Te ce OTrOBOPHU 33 MHOIO OT HallWUTe YepTW, KaTo LBAT Ha O4YMTE, KPbBHA
rpyna uau Terno.

leHuTe ce HOCAT OT NOAOOHN Ha HULLIKKU CTPYKTYPW, HapeyeHn Xxpomo3omn. HopmanHo, Hue nmame
46 XpOMO30MM B NOBEYETO HU KNETKU. HNe Hacneasasame HalMTe XPOMO30OMMU OT poanTenmTe Hu, 23
OT Malika HM n 23 oT H6awa HWU. CnefoBaTeNIHO MMame 2 KOMMJIEKTa OT 23 Xpomo3omu unum 23
ABOMKK. TblA KAaTO XPOMO3OMWUTE Ca WM3rPafeHun OT reHW, HWe yHacneasBame MO ABe Konua OT
NnoBeYeTo reHu, No egHO OT BCeKM poauTen. ToBa e NpuyMHaTa, Nopaan KOATO YECTO MMame CXOOHM
4yepTu C HawwuTe poguTenn. XpoMmo3oMuTe, a C1ed0BaTe/IHO U FeHUTe Ca U3rpajeHn OT XMMUYECKOo
Bew,ecTBo, HapeyeHo JHK.
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MoHAKOra e4HOTO MM ABETE KOMWA HA HaluWUTe FeHWU ca NOAJIOXKEHM Ha YHacaedeHa Unm npmaobuta
npomsaHa (MyTauma), KOATO UM npeun aa paboTaT HopmanHo. Tasn NpomsaHa MOXKe Aa AoBese A0
reHeTUYHoO 3abonABaHe, MPM KOETO FeHbT He NoAaBa NPaBUAHU UHCTPYKLUMM Ha TAnoTo. CblyecTByBaT
XUNAOM TeHETUYHM 3ab60n5BaHMA, KaTO HaNnpMMep MYKOBMUCLMA03a, MYyCKyaHa anctpooduma n 6onect
Ha XbHTMHITBH (Huntington). Hakou oT Te3un 3abosaBaHMA ce NPOABABAT OLe NPU paxkaaHeTo. Apyru
ce nposABsBaT Ha MO-KbCEH eTan oOT XWBOTa. B Tasu Opowypa we pasrnegame Hal-Beue
3abonsBaHUATa, KOUTO ce NPOABABAT NO-KbCHO.

OnucaHue Ha uscnegBaHeTo
KaKBo npeacraBnsaBa reHeTUYHOTO M3CneABaHe 3a NpeapasnonoxeHue?

M3cnepsBaHeTo 3a nNpeapasnosioXKeHue (M3BEeCTHO OLe KaTo NpeacMMNTOMaTMYHO M3ciesBaHe)
MOXe fa npeaoctaBn nHdopmauma anv AafeH UHOMBUA e pasBUe WM e BEPOATHO Aa passue
AageHo cneuuouyHo 3abonsBaHe, MO MPaBWMAO Ha MNO-KbCEH €eTan oOT XMBoTa. AHanusute
0B6WKHOBEHO Ce W3BbPLIBAT C/les, B3MMaHe Ha KpbBHa npoba. KpbBTa ce M3cnenpa B reHeTMYHa
nabopatopusa, 3a Aa ce NPOBEPU AANM MMa U3MEHEHWA B OnpeaesneH reH WAM reHu, KouTo ca
CBbP3aHM cbC 3abonsBaHeTo. B 6powypaTta “ KakBo ce cayysBa B reHeTUuyHata naboaropua ” cme
npeaocTaBMAn noseye MHGOPMaLLMA 33 TOBA KaK Ce M3BbPLUBAT aHA/IM3UTE Ha FreHuTe.

3awo 6uMx morba ga  obMMCAAM  NPOBEXAAHETO HA reHeTUYHO u3cnegBaHe  3a
npeapasnonioxeHue?

AKO 3HaeTe, Ye B cemMeincTBoTO By cbllecTByBa reHeTUUYHO 3a6015BaHe U NPOMEHEHUAT reH, KOWTOo ro
npean3BUKBa € M3BECTEH, TO Torasa BUXTe MOrAKM A4a ce NOAJIONKMUTE Ha TeHETUYHOTO M3Cc/ieaBaHe 3a
npeApasno/oMKeHne C LUen Aa ce YCTaHOBM Aanu CTe yHacaeaunn mytaumaTta. Cbllo Taka, buxrte
MOFN [ia XenaeTe NPoBeXKAaHeTo Ha U3C/NeABaHETO B CIEAHNUTE CUTYaLNN:

e 1.3abonsaBaHeTO MOXe Aa 6bae NpeaoTBPaTEHO UM CbLLECTBYBA Bb3MOMKHOCT CUMMITOMMUTE
0a 6baaT epeKTUBHO OBASAHM.

e 2.3abonsBaHeTo He Moe Aa 6bhe NpeaoTBpPaTeHO, HUTO MbK CbLLLECTBYBA Bb3MOMHOCT 33
edeKTMBHO OBlagABaHe Ha CUMNTOMAaTUKaTa, HO:

o WHpopmaumaTa Bu e Heobxoamma, 3a ga BuM nognomorHe npu B3MMAHETO Ha
peleHWe gann Aa umarte geua UAn NbK 4a nogobpn Bb3MOXKHOCTUTE 33 OLEeHKaTa
Ha pucKa npu geuata Bu.

o Bwe BApBaTe, ye KONKOTO MNoBeye 3HaeTe 3a BEPOATHOCTTa Ja ce pa36oneeTe,
TOJZIKOBa no—/J,o6pe e MoXeTe Ja B3MMaTe BaXXHW pelleHMA 3a Bawwua XuBsoT,
BK/TIOYNTENTHO U 3a HeO6XOLI,VIMVITe BU 34PpaBHUN TPUXKN.

o Bwue cTe oT TO3M TUN XOpa, KOUTO NpesnoYnTaT 4a 3HAAT NoBeye 3a CcobCTBEHOTO CU
6bp,eu.|,e M npegnoynTtarte MHd)OpMMpaHOCTI'a npen HeN3BeCTHOCTTA.

Kou 3abonasaHus nognexxart Ha nscnepgBaHe 3a reHeTU4HoO npe,qpasnono»(el-me?

CoblectByBaT ronsm 6poii 3abonsBaHWsA, 3a KOMTO B MOMEHTA CbLLECTBYBA Bb3MOXKHOCT 3a
npoBexgaHe Ha reHeTUYHo uscnenBaHe 3a npespasnonoXKeHue.
ETO 1 HAKOM NpumMepm:

e 1) OnpegeneHn Buaoee pak (3a noseue MHGopmauma BUXKTe BpowypaTta UscneasaHe 3a
MNpeppa3nonoxkeHue Kbm Pak).

e 2)3abonaBaHun, 3acAralM HepBHaTa cMcTeMa (HEBPOIOTUYHM), BKAOUYNTENHO:
o 6onect Ha XbHTUMHITBH (Huntington)
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e 3)3abonaBaHuA, 3acArawM MyCKyiMTe (HEBPOMYCKYJIHU), BKOYUTENHO:
O  MWOTOHMYHA Anuctpodua
o daumo-ckanyno-xymepasaHa MyckynHa anctpodus
e 4)3abonssaHuA, 3acAraliy CbPLETO, BKAOUYUTEHO:
o XxunepTpoduyHa Kapamommonatua (XKMIM)
O CUHAPOM Ha yabaxkeH QT-uHTepBan
KakBo umame npegsupg, nog, ,puck”’?

B noseueto Cnydaun (OCBeH npu pakoBuUTe 3a60l'IﬂBaHVIﬂ), Ha/IMYNETO Ha NPOMEHEH reH NoKasBa, 4ye
e pa3BueTe 3abonasaHeTo. B'bﬂpeKM TOBa, NOHE 3acera, O0BWKHOBEHO /INMCBA Bb3MOMKHOCT Aa ce
npegcka>ke Ha KakBa Bb3pacT We pa3Buete 3360!1F|BaHETO, KOJIKO UWe BU 3aCerHe 10, KaKTo U KOJIKO
6'bp30 e ce npoABAT U Pa3BUAT CUMNTOMUTE MY.

AKO cmATaTe, 4ye npu BacC cblwecCtsyBa PUCK U UCKaTe Aa obmucaute npoBexXaaHeTo Ha reHeETU4YHO
n3cnenBaHe 3a npegpasnosioxkeHne Kom gageHo 3a6onﬂBaHe, e HeO6XO,CI,VIMO Aa Ch 3anunuleTe 4ac
3a reHeTn4yHa KOHCynTauuA.

MpoueAaypa Ha reHeTUYHUA aHaNu3

Mpeau ga NnpeMMHETe KbM FreHEeTUYHO U3cnedBaHe 3a NpeapasnosioKeHune, e Heobxoaumo ga bbae
NOTBBbPAEHO, Ye CTe MOANOXEH Ha PUCK. AKO HAaWUCTMHA CbLLECTBYBA PUCK, € Heobxoanmo ga ce
npeueHn TOYHO B KOW reH/Kou reHun e ce TbpcCaT npomeHun. MNopaau Tosa, NbpBO Ce onpeaens
dammunHaTa nctopus. Ako Baw 61M3bK poAHMHA e 3acerHaT oT 3aboaBaHeTo, e Heob6xoAnMMOo Toi aa
6bae nscnenBaH, 3a Aa Ce yCTaHOBU reHa, B KOMTO e HacTbnuia NPoMsHa.

PelweHneTo 3a M3BbPLIBAHE HA FEeHETUYHOTO M3CNeABaHe e M3UANo Bawe M HUKora He 6uBa Aa
YyBCTBaTe HATMUCK OT CTPaHa Ha cneumnaancTute, ceMeicTsoto Bu nam ot npuatenu. Coluo Taka, ToBa
e Ab/bI NPOLLEC, KOWTO MOMKe Aa BK/IOYBA peaunLia CpeLlm C reHETUYHUA KOHCYITaHT, KakTo U MeceLm
YyaKaHe Ha pesynTaTuTe oT nabopatopunaTa. BbamoskHO e ga Bu 6bae gageHa npekaneHo HoBa Uau
TBbPAE CNOXHA 3a Bac nHpopmauma, B KoATo Aa Bu 6bae TpyaHO Aa BHUKHeTe. [Jobpa maea 6u
6uno ako B3emeTe cbc cebe cu npuaTen Mau BawmAT napTHbOP/Ka 3a nogxkpena no Bpeme Ha
cpewute. Moxe aa ro/a nomonute ga soamn 3anmckn. OcobeHo BaXKHO e Aa HamMepuTe Bb3MOMKHOCT
Aa 06CbauTe reHeTUYHOTO u3cnefBaHe C O0bydyeH reHeTMyeH KOHCYANTaHT. Tolh moxe Aa Bu
npeaocTasu Usnata MHGOpMaLMaA, OT KOATO Ce HyXAaeTe, Taka Ye Aa B3emeTe Hali- NPaBUAHOTO 3a
Bac pelueHne. Moxe Aa Bu 6bae oT momoll M 33 BCUYKM €MOLMOHANHU npobnemu, Kouto e
Bb3MOKHO A3 Bb3HMKHAT, KakKTO M 4a OTTOBOPU Ha BCUYKM BbMNPOCK, KOUTO BM MHTepecyBsar.

3anomHeTe, Ye cnen KaTo NoJyYnTe pesynTaTute cu, BpbluaHe Ha3ag HAMma. CneaoBaTesiHO e BaXKHO
[a ce onuTate Aa NOMUCAUTE BbPXY HAKOU OT OCHOBHUTE Npobaemu, Npeam Aa B3EMeTe pelleHue.
Hakou oT TAx ca o6CcbAeHM NO- A0y M MOXKe Aa Bu nomorHat aa obmucamTte n ob6cbante HAKOM
Ba)KHM BbNPOCU. BbMNpeKkun ToBa, CMUCHKBLT HE € MbJIEH U HE BCUYKM TOYKM moraT Aa 6baaT oTHeceHu
KbM BallaTa KOHKpeTHa cuTyaums.

B3umaHe Ha pelieHue
a) NleyueHune n NpodunakTuka
CbLyecTByBa M NOAXOA, 33 SIeueHUe UM NPeBeHLMA Ha 3a6onaBaHeTo?

OT M3KNIOYUTENIHO 3HaYeHMe e Aa/IM MMa Ha/JIMYHO NleYeHne MUAKU Nnoaxon, KOMTO Aa npenocrasA
Bb3MOXHOCT 3a HamanABaHe Ha PUCKaA OT pa3BuUTUE Ha 6OJ'IeCTTa, dKO Nnpu BacC € yCTaHOBEHO
HaM4YnMeTo Ha NPOMEHEH TeH. ToBa 6u noaAnoOMOrHano 3HayuTesnnHoO nocnieaBaulmAa npouec Ha
B3MMaHE Ha peLleHns.



3a HAKOW 3abonsBaHWA, KaTo CbpAeYHWUTE 3ab0NABAHWSA CMOMEHATU MO-rope, BbMPEKU, ye He
CblLecTByBa TpaliHO W3neKyBaHe, 6onectta moxe ga 6bae oBlafsHa C NeKapCcTBa, CheunanHu
neMcMerKbpu, a B HAKOU Cayvamn Ypes XMpYpruyeH noaxoa,.

Mpu apyrM 3abonsaBaHus, Kato Hanpumep 6onectta Ha XbHTUHITBH (Huntington), He cbliecTByBa
NleyeHne, MNo3BoONsABaWO Aa ce 3abaBu HanpepBaHeTo Ha 6onecTtta. Bbnpeku ToBa, HAKOM OT
CUMNTOMMUTE MOFAT YaCTMYHO Aa 6bAaT OBAAAAHM C eKapcTBa. Mon3aTta OT TOBA A3 3HAEeTe, Ye nmare
NPOMEHEH reH, MoXe Aa 6bAe No-CKOPO eMOLMOHANHA MAW MBbK 43 BM MOMOrNHe Aa nnaHuparte no-
[obpe *KMBoTa n 6baeLLeTo cu.

6) HecurypHocT Ha FeHeTuKaTa
HecurypHocT Ha pe3y/TaTa OT reHeTUYHUA aHaNAu3 u 3abonAaBaHeTo

FeHeTMYHOTO M3CnenBaHe 3a npeagpasnonoxeHne nputexasa U3BeCTHa CTeneH Ha HeCUrypHocT,
KONKOTO M He3HauuTenHa ga e 1a. Haamumeto Ha npomeHeHUA reH Npu Bac, 03Havasa, Ye NOYTU CbC
CUTYPHOCT We pa3BueTe 3abonaBaHeTo. Bbnpekn ToBa, € MHOro TPYAHO Aa ce npeAcKarke Kora TOYHO
e passuete 6OI'IECTTa, KOJIKO CeEPUO3HU LUle 6'b[l,aT npoasute M N KoNKo 6'b|030 e HanpeaHat
CMMMNTOMMUTE.

3anomHeTe, Ye OT Hay4Ha reaHa TOYKa, NONOKUTENHUAT pe3yaTaT NoKasea, Ye Bue CTE HocuTen Ha
NPOMEHEHUA TeH, a OTPULUATENHUAT pe3ynTaT NnokKasea, Ye Bue HE CTE HocuTen Ha NPOMEHEHMUA TeH.
B noBeyeTo cayyau e noayvymte KOHKpETEeH pesyaTar.

Bce nak, NoHAKora CbLEeCcTBYBa U TPETa Bb3MOXKHOCT — ,,cMBa” 30Ha AU ,MexXauHeH” pesyaTtar. Tosa
03HayaBa, Ye BbMNPEKM Ye NPOMEHEHUAT reH e YCTaHOBEH, CbLL,eCTBYBaT TPYAHOCTM 32 KaTeropmyHa
npeLeHKa Aanau ToBa We npeav3BMKa M3sBa Ha 3abonsBaHeTo. Mo npaswusio, Tesn pesyntaTu ca
U3K/IIOYMTE/IHO pegKu, HO MoraT ga 6baaTt A0CTa pa3oyapoBaLly.

B) KakK ga ce cnpasuTe ¢ pesyataturte
Kak morar pesyatatute ga My NOBAUAAT EMOLMOHANHO?

Mpean aga B3emeTe pelleHMETO 3a MoAnaraHeto Bu Ha reHeTMYHO M3c/ieABaHe, € BaXKHO [a ce
onutate ga obmMmucauTe npeaBapuTenHo M Aa obcbanuTe CbC CneumanncT, KakeBu 6uxa moram aa
6bAaT Bb3MOXHUTE eMOLMOHaNHN nocneacTeua. Jobpa ngea e ga ce onutate Aa CUM NpeacTasuTe
Kak buxTe ce NO4YyBCTBa/NM aKo Mnosyunte gobpa MAM nolla HOBMHA M KaK cTe pearmpanu npu
nogo6HU cUTyauUn B MUHANOTo. OBMUCAAHETO Ha BCUYKKM acneKTn Ha Te3M BbMNPOCH Le BU MOMOTHE
Aa npeueHUTe Aann npegnoyvTate Aa KuBeeTe B HesedeHMe MaM aa b6baeTe uHbopmUpaH
HaNb/HO, HE3aBUCMMO OT TOBa KakbB 61 Morba Aa 6bae pesyntaTta. Bce nak, € BaKHO Aa NOMHUTE,
ye BCMYKM XOpa pearnpar pas/iMyHO U He CbLUECTBYBa TaKoBa Hello KaTo ,HopmManHa peakuma”. Mo-
[0Ny ca n3bpoeHn HAKOWU CMTyaL MM, KOUTO Aa umaTe npeasua;

Kak moxke aa pearMpam ako pe3ynTaTbT NOKa3Ba, Ye CbM HOCUTENN HA USMEHEHUA red?

3a HAKOM Xopa, A0PY Pe3yaTaT KOMTO NOKa3Ba, Ye ca HOCUTE/IM Ha U3MEHEH FeH e 3a npeanoynTaHe
npes crtpeca M CTpaxa, MNPUYMHEHW OT Heu3BecTHOCTTa. 3a Te3u Xopa, [Aa WmaT noseye
“nHdopmaumn”, KakBaTo U Aa e T, MoXKe a3 6bae YCNoKoUTeHo.

Hakou xopa M3nuTBaT 0baeKkYeHne, KaTo pa3beparT, Ye ca C BUCOK PUCK KbM pa3BUTUE Ha OaAEHO
reHeTM4YHo 3abonABaHe, CTUra Oa CblUECTBYBAa Bb3MOXKHOCT 33 HSIKAKBO JsiedyeHue. Te cmsaTaT, ye
UHbOPMaumATa e nosaesHa, T.K. AaBa Bb3MOXHOCT Aa Ce HanpaBu BCUYKO Heobxoaumo, 3a Aa ce
YBE/IMUM TeXHUA LWaHC Aa OCTaHaT 34paBu. B aApyru cnyyaun, npu Kouto 6onectta He Moxe aa bbae
NleKyBaHa, ycellaHeTo e Mo-CKopo, Ye Beye Mmat 3abonssaHeTo. EANMHCTBEHUAT BBLMNPOC, KOUTO ce
BBbPTU B YMa UM, € ,KOra TOUYHO Lwe MK ce cnyun”. ToBa moxKe Aa 6bae U3KAUUMTENHO CTPecnpalLLo u
6onesHeHo.

HAakown XOpa npexunBAaBaT CbCTOAHME Ha LUOK, KOrato pa36MpaT, 4ye Ca HOCUTE/ZIMN Ha USMEHEHWNA TEH.
Te MOXe Aa ce NOYYBCTBAT CAMOTHW, PaA3TPEBOXKEHU, AA0CAHW WUAM 3acpameHUn. [eHeTUyHuTe
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CMNeunanncTm, Kakto n Apyrn 34paBHU CNeLmnasncTM, KaTo KOHCYATaHTU U NCUXON03M, MMAT OMNUT B
noAnomaraHeTo Ha xopaTa M3naZHaan B Te3n cUTyauuu M moraTt Aa 6baaT noaxoadll U3TOYHUK Ha
noakpena.

HAKoM xopa, CbLIO Taka HAMMPAT 3a NOJIE3HO A3 Ce CBbPXKAT C NaLUMEHTCKM acoLmaLmnm uau rpynu 3a
nogkpena. Teau rpynu morar fa npeaoctasat nHGopmaLma Kakto 3a 3abosiABaHeTo, Taka 1 3a ToBa
KaKBO € Aa ¥MUBeeL C Hero, BKAUYUTENIHO M ONUTA CU B NPAKTUYECKU M eMOLMOHaNeH acnekT. MHoro
YecTo Te MoraT Aa CBbpXKaT Xopa U CeMeNCcTBa, KOMTO ce HamMupaT B NogobHa cuTyauuma.

AKO ce OKa)ke, ye HocuTe NPoOMAHa B reH, KOATO MOXe Aa CTe npeaaan U Ha BawwuTe geua, ToBa
moxe aa Bu HaKapa Ada Ce no4vysctBaTe BMHOBHU UAN U3NNALLEHU 34 6'b,CI,ELLI,OTO 34paBOC/NOBHO
CbCTOAHME Ha geuaTta Bu. BaxHO e aa 3anomMHuTe, Ye reHuTe ce pa3snpeaenAat Ha CiydaeH npuHuuMn 1
npegaBaHeETo Ha UIBMEHEH FeH HE € HeYNA rpeLlKa.

3a HAKOM X0pa, GaKTbT, Ye UM e U3BEeCTeH BMCOKUA PUCK OT pa3BUTUE Ha AafieHo 3abonaBaHe, MoXe
Aa foBeAe OO0 eMOoLMOHaNHa HecTabunHocT. Te cnoAensaT, Ye HAKOM AHM ce 4vyBcTBaT Aobpe, a B
Apyrv — He. MoBeYeTo OT TAX, B KpailHa CMeTKa, ycnasaT Aa npuemaT pe3yaTtaTa, TakbB KaKbBTO €, U
Aa nsnonssat MHGopMaLMATa 3a Aa NAaHUPaT No-aobpe 6bAELLETO U }KMBOTA CU.

Kak mosKe aa pearmpam ako pe3ynTaTbT NOKa3sa, Ye He CbM HOCUTEN Ha USMEHEHUA reH?

3a noBevyeTo Xopa, TOBa Aa 3HAAT, Ye He HOCAT NPOMEHEH reH Hocu obiekyeHue u pagocT. Bee nak,
He e HeobMyaliHO 3a HAKOM XOpa Aa Ce YyBCTBAT NOTUCHATU Cnef uscnenBaHeTo. ToBa MoXe Aa ce
Ob/IKM Ha TOBa, Ye Ca KMBEAW TONIKOBAa AbArO BPEme Mo HanpexKeHue, ye um e Heobxoamma
3HaYMTeNHa NPOMsAHAa 3a Ja ce npucnocobAaT KbM TOBa, 4Ye ca ,HOpmanHu’. HAKoM oT TAX ca
pa3oyYyapoBaHKU OT TOBA, Ye ,,A06puTe HOBUHU He AoBeXAaT A0 TOJIKOBA MOJIOXKMUTE/IHM NPOMEHU B
TEeXHUA XKNBOT, KOJZIKOTO Ca O4YaKBa/W.

3a HAKOM XOpa, KoUTo ca ybeaeHM, Ye HOCAT MPOMEHEHUA TeH, OTKPUTUETO, Ye He Ca HOoCUTenu
NPOMEHSA LesMa UM MUporaes. 3a HAKOW OT TAX e TPYAHO Aa ce CNpaBsAT Cc uaeATa, ye ,6baeLeTo e
npeg 1ax”.

3a HAKOM ce OKa3Ba TPYAHO Aa cnogenaT “gobpute HOBUHKU” cbC cBOUTE 6AM3KK. Te YyBCTBAT BUHA,
ye ca ce “cnacuan”, AOKATO TEXHU POAHUHU- He. MoHAKOra e TPYAHO Aa NPpUEeMeM, Ye CMe MManu
KbCMET, A0KaTO APYruTe He ca.

HAakon xopa, nony4nam ,,A06pl4 HOBMHW” 3ano4saT Aa 4yBCTBAT OTFOBOPHOCT Aa Ce TrpuXat 3a
POOHUHUTE, 3aCErHaTu OT 3abonasaHeTo.

HeobxoamMmo e Bpeme, 3a Aa CBMKHETe C pe3yaTaTute OT TecTa, AOPW M Aa noayyuTte ,006pu
HOBUHU".

r) PuckbT 3a Bawure geua

KakBo 6u morno ga 6bae 3HaueHMeTo Ha pe3yaTaTuTe OT u3cnegBaHeTo 3a Bawurte geua (6baewm
Aeua)

Pe3y1’ITaTI/ITe OT rEHETUYHOTO Mn3cseaBaHe AaBat MH¢OpMaLI,MFI He camo 3a Bawwua PUCK Oa pa3BuUeETE
AaneHo 3360!'IFIBaHe, HO N noBeYye 3a pUCKa nNpu BawwuTte geua.

AKo pe3yntatute ot n3cseaBaHETO NOKa3BaT, Y€ HE CTe yHacneanam nameHeHmAa reH, HamepeH BbB
BaweTto CEMGVICTBO, TO 3a Bac HAma yBe€/I4eEH PUCK OT Pa3BUTUE HaA 3a60ﬂﬂBaHETO, KaKTo 1 BawwuTte
Aeua HAMa Oa yHacnegAaTtr reHetudeH pPUucK ot Bac. ToBa e TakKa, 3awoTo Bue He moxkeTe Aa
npegagerte USMeHeEH reH ako He ro HocuTe.

AKo BawwuTe PE3YyNTaTU NOKAa3BaT, Y& HOCUTE NPOMEHEH FeH, € Bb3MOXXHO BawwuTte geua cbuo Aa ca
ro yHacnegunu. O6uKkHOBEHO npun pgeuata He ce npoBexXaar reHeTudHM wuscnenBaHmAa 3a
npegpasnonoxeHmne o HaBbpWBAHETO MM Ha 18-roanwHa Bb3pacrT. AKO nunceat MeauLUUHCKK



NOKa3aHuA 3a n3cnepBaHe Ha OETeTo, Ceé CMATa, 4Ye e no—p,o6pe Oa Cé M34YaKa HaBbpPLBAHETO Ha
Nb/IHONETUE, 33 Aa B3EME pPELUEHNETO 3a €BEHTYA/IHO U3cneaBaHe CaMOCTOATENTHO.

O6cbKaaHeTo Ha AaaeHo reHeTUYHO 3abosiABaHe U eBeHTYaIHO U3cneAsaHe 3a nNpeapasnosioskeHune
C Aeua v loHoLWN, MoKe Aa 6bae MHOro TpyaHo. Te moraT Aa MMaT MHOTO BbMPOCU M € BaXHO 4a UM
ce OTroBOPU MaKCMMaaHO MoApoBHO, KOJIKOTO € Bb3MOMKHO MO- YECTHO, KaTo ce Mma npeasus,
TAXHAaTa Bb3PacT U HUBO Ha 3PANOCT.

CbLuecTByBa IM NOAX0A, NPU KOUTO AeTeTo MU Aa usberHe yHacnegasaHeTo Ha 3abonsBaHeTo?

3a HAKOW reHeTUYHW 3a601ABaHNA € Bb3MOXKHO Aa 6bAaT NpoBeAEHU U3CNeABaHUA No BPEME Ha
H6peMeHHOCTTa, KOMTO Aa NokaxaT gann 6ebeTo e yHacneauno NPOMeHeHWa reH (npeHaTanHa
AVMarHoCTMKa). 3a noseye MHOOPMauUMA BUXKTe 6pollypuTe 3a npoueaypuTe AMHUOLUEHTe3a U
XopuoHHa buoncua . AKo cmsATaTe, Ye TOBa MOKe Aa ca NoAxXo4ALM Bb3MOXKHOCTU 3a Bac, roBopeTe
C NeKkyBawma Bu neKkap, 3a Aa Hayuute Oanun e U3NbJHUMO U HeobX0AMMO MPOBEKAAHETO UM 33
3a60/1ABaHETO, KOETO BW 3acara. M3KAUMTeNHO BaXKHO € Aa Ce yToYyHuTe Mo To3u npobnem no
Bb3MOXKHOCT npegu Aa 3abpemeHeeTe, T.K. NOHAKOra Ha nabopaTopuATa, KOATO LWE W3BbPLIBA
n3cnefBaHuATa, MOraT A4a ca HeobXxoAMMM HAKOJIKO Mmecelia 3a NOAroTOBKa.

lMoHAKOra e BbB3MOXKHO fJa Ce M3BbpWM efHa npoueaypa, HapeyeHa [peaMmnnaHTauMOHHA
leHeTnyHa [uarHoctuka (PGD), KaTto anTepHaTMBa Ha M3CneABaHETO Ha naoja MO Bpeme Ha
H6pemeHHoCTTa. Tasm npoueaypa BKAKOYBA acCUCTMPAHA PENPOAYKLMA HA ABOMKaTa, c/ief KOoeTo
onnofeHNTe ANLEKNETKN ce U3caenBaT, 3a Aa Ce MNPOoBepU Aann HOCAT M3MeHeHus reH. Camo
AnueKkneTknte, 6e3 NnpomsaHa B reHa ce MMNAAHTMPAT B yTpobaTa Ha XKeHaTa. ToBa € AbAbr NpoLuec 1
He e noAaxoAaw, 3a BCUYKMK. 3a nosevye MHGOpMauma oTHOCHO PGD, KakTo M ganun e noaxogAwa 3a
Bac, nonuTtaiite Bawuart nekap.

A) Apyrv uneHoBe Ha CEMeCcTBOTO

B MHOro cnyyau, npouecbT Ha reHeTUYHMA aHanu3 cbamnkaBa CEMECTBOTO U TO MOXKe Aa bbae
000bp M3TOYHMK Ha nogKpena. B HAKou cnyyam, obauve, mMoxKe [a Bb3HWMKHAT HanperkeHue u
YCNOXHEHMA B pamMKuTe Ha cemeiictBoTto. [obpa maes e ga NoOMUCAMTE Kak U3cnenBaHETO u
pesynTtatuTe OT aHa/M3a MOKe Aa MOBAUAAT Ha OTHOLLEHUATa C BalMA NapTHbOP U APYrM YieHoBe
Ha cemencTBOTO. He 3abpassaiiTe, Ye 3acerHaTUAT YNeH Ha CEMeiCcTBOTO NbPBO TpABBa Aa ce cbrnacu
Aa 6bae M3cneaBaH, Taka ye Aa MoXe Aa 6bae uaeHTMdMUMpaHa NpomsaHaTta B reHa. MNoHsAKora
noaxoAbT KbM TO3M YNeH Ha CeMelCcTBOTO MoKe aa 6bae TpyaeH. Cnyusa ce poAaHMHUTE ca
3arybunm Bpb3Ka. Cblio TaKa, Moxe aa 6bae TpyaHO Aa ce roBopu 3a 601eCTu, KOMTO ca HacTbnnau
B MMHa/OTO, Thil KaTo TOBa MOXe Aa Npeau3BuKa 6ose3HeHN cnomeHn. FeHeTUYHUTE CneunanmncTm
TpsabBa Aa 6bAaT B CbCTOAHME A3 BU NPeAoKaT CbBETU, MOAXOAALLM 33 TE3M CUTYaLLUN.

HAKon xopa moXe Aa UCKaT Aa 3HAAT 33 TeEXHUA reHeTUYEH PUCK, OT 3arpmMKeHOCT KbM YJIeHOBeTe Ha
TexXHUTe cemencTBaa. Apyrn 4yneHose Ha CEMENCTBOTO, o6aqe, MOXe [Oa He WCKaT Aa 6'bp,aT
n3cnenBaHuy, Tbl KaTo npeanovYnTaT Aa He pa3nosarart c I/IHCI)OpN\aLI,Mﬂ 3a TEXHUA PUCK. HeO6XOAMN\O
e [a 6b,£l,aTe BHMUMATENHU, 3aU0TO pPEe3yNTatbT OT BawuAa aHanu3 moXKe Aa fAade HeXKenaHa
MHd)OpMaLI,MFl 3a PUCKa MNMpu OCTaHa/InUTeE 4Y1eHOBE Ha cemeincTBoTo. BaxkHo e Aa 3anomMHuTe, 4e
4yneHoBeTe Ha egHo CEMENCTBO MOXKe Aa UMmaT pasIMvyHO BUXKAOaHE 3a U3C1eABaHETO U Ye TeEXHUA
M360p Tpﬂ6Ba Aa 6'b,£l,e yBaXXeH. [eHeTMYHOTO M3cneaBaHe MOXKe MOHAKOra Aa pa3kpue cemeliHu
TaﬁHM, BK/1HOYBaALWlM OCMHOBABAHE U OTXBbP/IAHE Ha 63LLI,VIHCTBO (T.e. 6MONOTMYHUNAT 6au.|,a He e TOo3u,
KOWTO CEMENCTBOTO CMATa, 4e e). ToBa e TaKa, 3awWoTo ce aHann3unpa d)anmHaTa NUCTOpPUA N MOXKe
Aa CTaHe ACHO, Ye HAMmaTe O6LIJ,M reHn ¢ gpyrmte 4neHoBe Ha cemelictBoTo. TOBa € BB3MOXKHOCT, 3a
KOATO Tp’r'I6Ba Aa CTeé HaACHO, Npean HAa4Yan0To Ha aHa/in3a.



e) NoBepuUTenHocT, 3acTpaxoBaHe U GUHAHCKU
MoseputenHocr

LJocTbnbT 40 BalwmMTe reHeTUYHM pe3ynTaTu e orpaHnyeH. Ha Bawwua nekap He e NO3BONEHO Aa KaXke
Ha HUKOro, 4Yye Bu e nNpoBeneHO reHeTUYeHO wm3cnegBaHe MAM Aa NpeLoCTaBU pesyanTatute OT
aHanu3uTe 6e3 Balle NO3BOJIEHME.

3acTpaxoBaHe

3aCTanOBaTeﬂHM KOMMAHMM 4ecTo U3NCKBAT OT Bac aa npenocrasute megnLMHCKa MHd)OpMaLI,Mﬂ 3a
cebe cM N cememncTBoTo CN, KOrato KaHOAMAATCTBaTE 3a 3aCTpaxoBaTe/siHa Noauua, ocobeHo Hang
onpegeneHa cyma. Bnabt Ha MH(I)OpMaLI,VIFITa, KOATO 3acCTpaxoBaTesiHUTE KOMMaHWKN U
pa60Top,aTenMTe MMaT NpaBo Aa MU3UCKAT Bapupa 3HAYUTENIHO B Pa3/IMHHUTE ObPKaABU. TpH6Ba Aa
pa36epeTe Aann e HEO6XOAMMO Aaa 6'b,£l,aT BK/TIOYEHU N PE3YNTATUTE OT r’EHETUYHUTE U3CNEeOBAHNA,
KOUTO BeYye CTe npeanpuenn, UanM MOXKe Oa npeanpuemete B 6bp,eu.|,e. MonuTanTte BawwuAat
reHeTn4yeH cneynanncrt 3a Toea U ce KOHCVﬂTMpaﬁTe 3a lopnagnvecKkuTe I'IOLI,pO6HOCTM.

duHaHcu

[a »unBeeTe c reHeTMYHO 3ab0ABaHE MOKe [la ce OKaxke GUHAHCOBO TPYAHO. Bb3MOXKHO e xopaTa,
pa3BuM 3abonsaBaHe Aa He moraT Aa paboTAT 33 AbArM Nepuoau oT Bpeme WM [a ce HaloXMu 4a
cnpaT paboTa Hanb/HO. 3a TEXHWUTE NAPTHLOPU U APYIU Y/IeHOBE Ha CEMECTBOTO MOMKe CbLUO Aa ce
OKarke TPYAHO Aa “KOHrauvpat”’ mexkay paboTaTa M OTTOBOPHOCTUTE MO MONAraHETO Ha TFPUNKK 3a
Y/leH Ha CeMencTBOTO MM NAapTHbOP. HAKOM xopa, 3HAelKu, Ye ca U3N0XKEHU Ha PUCK OT pas3BuUTUE
Ha reHeTM4yHo 3abonsBaHe MMAT Bpeme Aa NAaHMpPaT GUHAHCOBMUTE, KAKTO U APYrv MpakTUYecKu
ACMEeKTM Ha TAXHOTO 6baeLle.

) MopbupaHe Ha NOAXOAALMA MOMEHT 33 U3BbPLUBAHE HA M3CNeABaAHETO

AKO pelwuTe Aa npoBefeTe M3cnenBaHeTo, nogbepere NOAXOAAL, MOMEHT, MPU KOWTO cTe Mo
Bb3MOXHOCT MaKCMMa/HO CMOKOMHU. Pa3BoAbT U CTpechT B paboTaTta M AMYHMA XKUBOT yBEAUYaBaT
LOMbAHUTENHO €MOUMOHAIHOTO HAaTOBapBaHe, a MOMEHTBT, B KOMTO CK/ouBaTe 6pak mau Bu ce
paxka [eTe, CbLLO He e HalW-NoAXOoAAWMAT 33 M3BbPLUBAHE Ha aHanusa. [Jobpe e Aa nnaHupate
npeaBapuUTesIHO W OeHA, B KOMTO Lie nosyyuTe pesyataTa, Taka 4Ye ga He CbBMaga C Apyru
aHTAXXMMEHTU U NPEXKUBABAHMA.

MnaHMpaHeTo Ha MOMEHTA 3a U3BbPLUBAHE Ha M3CaeABaHe, HaNpMMep ,He CMATam 4a ce u3cienBam
npeamn HaBbpluBaHeTo Ha 30r.” MoxKe Aa e OT Non3a 33 eMoLMOoHanHNUA Bu KomdopT. Mo To3M HaumH
Bue nsamecTsaTe pelleHWeTo B 6baelle U Moxke da bbaeTe cBo6oAHW OT NpuTecHeHusaTa Bu no
OTHOLLEHME Ha NPOLEeca Ha B3MMaHE Ha KaTeropuMyHo peLleHme.

Monyunte nn pesyntatute OT M3CNe[BAHETO, HAMa BpbliaHe Hasad. [lopagu TOBa, e oOT
U3KNHOYNTENHA BaAXHOCT Aa CTeé HanNb/IHO CUTYypHU B pPeELUEHUNETO CU, KAaKTO U I'IOApO6HO Aa ro
O6C'b,EI,MTe CbC CNeuranncT No reHetuka. NomHeTe, Yye 3aNMCBAHETO HA Yac 3@ KOHCYATAUMA CbC
cneunanncTt He BM 3a4b/1XKaBa Aa Ce No4N0XKUTE B noCnencrtsmne Ha nscnegBaHe.



