HN3csieaBaHe 32 HOCUTEJICTBO

Tasu uHpopManys € KaKTO 3a XopaTa, KOUTO OOMHUCJAAT JAa CH HampaBAT aHalu3 3a
HOCHTEJICTBO, TaKa U KbM Te3H, Ha KOUTO Beue € HalpaBeH TaKbB. bpoliypaTta npejocTass
nHdopMalus 3a ToBa KaKBO 03Ha4yaBa Jja 6'b/lelll ,HOCUTEN”, KaK MOXKe Jla pa3dbepeTe Jlajiu CTe
HOCHUTEJ, KAKTO M NIpaKTUYecKa U eMOI[MOHa/JHA UHOopManus 3a *KUBoTa Bu cief mosiyyaBaHe
Ha pe3yJ/iTaTa OT U3cJje/BaHeTo. ['o/isiMa 9acT oT Ta3u WHOopManus e CbOpaHa OT Pa3rOBOPH C
X0pa, Ha KOUTO e NPOBe/IeH aHaJIM3 3a HoCUTeJICTBO. HasisiBaMe ce, ye 1ie Bu 6b/1e oT moJiza.

A. KakBo o3HayagBa Jia 6'bJelll HoCUTe?

3a na Bu moMorHeM Jia pas6epeTe KakKBo 03HavaBa Jia 6'b/Ielll HOCUTeJI, € HE00X0JUMO IbPBO /A
pasbepeTe KaKBO ca TeHUTE U XPOMO30MUTE.

I'enu 1 Xpomo3omMu

HawreTo T/10 e U3rpaieHo OT MUJIMOHM KJeTKH. [loBeyeTo KJIeTKHU CbAbp:KaT I'bJIeH HAO0p OT
reHd. Hue nmame xuiaau resu. 'eHuTe ca KaTo MHCTPYKTOPH, KOUTO KOHTPOJUpPAT pacTexa
HU U KaK Ja paboTH HalleTo TsJ10. Te ce OTTOBOPHU 32 MHOTO OT HallKTe YEPTH, KAaTO LBAT Ha
04MTe, Kp'bBHA I'PyIa WX TETrJIO.

. “XPOMO30MM - 23 ABOWMKM

XpoMmo3omMara e cbCTaseHa
OT rexu

MeruTe coabpxar OHK
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[eHUTe ce HOCAT OT MOJOOHU HA HUIIKU CTPYKTYpPH, HapeueHU XpoMo3oMu. HopmasiHo, Hue
rMaMe 46 XpOMO30OMMU B MOBEYETO HU KJeTKU. Hue HaciejsBamMe HallUTe XPOMO3OMH OT
poauTenuTe HY, 23 OT Makika HU U 23 oT 6amia Hu. CiiefoBaTesIHO UMaMe 2 KOMILJIEKTa oT 23
XpOMO030MHU UM 23 NBOWKU. T'bi KaTO XpOMO30MHTE Ca U3TPA/IEHU OT F'eHH, HUe YHacC/Ie/isiBaMe
0 /iBe KOMUsS OT IOBEYETO r'eHH, 10 €HO OT BCEKHU poAuTesl. ToBa e MpUYMHATA, TOPAJU KOSTO
4eCcTO MMaMe CXO/JIHUA YepTHU C HallluTe POAUTENU. XPOMO3OMUTE, a CJeJOBATENHO U FeHUTE ca
HU3rpaZieHy OT XMMHYEeCKO BelllecTBO, HapeyeHo /IHK.

npOMeHI/I B IT€HUTe HJKM XpOMO3OMUTE, C€ HapHU4aT MYyTAlUU U BCEKH €JWUH OT HaC HOCHU
onpenesieH 6p0171 OT TAX. B'bl'IpEKI/I TOBa, MoOpagu (l)aKTa Y€ MMaMe 110 [iB€ KOIIMA OT IIOBE€4YeTO



FéHHU, HOPMAJIHOTO KOIIM€ KOMIIEHCHpPA KOIHNETO C MyTalHA. CJIE,ZLOBaTEJIHO JAa CTe HOCHUTEJ
O3Ha4daBa, Y€ He CTe OOJIHU OT AadeHo 3a6OJIHBaHe, HO BBbPXY €1HA OT XpPOMO3OMHUTE CKU HOCUTE
IIPpOMEHEHO KOIIKMe Ha reHa. ﬂa 6'b,£LeM HOCHTEJIH, OOMKHOBEHO He 3acsra 1o HUKaKbB HaYUH
3]paB€TO HH. HpO6JIEM MOX€ da BBb3HHKHE aKO CbIIEeCTBYyBa BE€pPOATHOCT Aa AOBeaAe a0
paxKaAaHETO Ha AeTe C TEHETHYIHO 3a00JIsIBaHe.

AKO cMe HOCHTEJIH, KOTra € Bb3MOXKHO HalIMTe Jena Ja 6bAaT 3acerHaTv OT reHEeTUYHO
3a6oJiaBaHe?

HNMma TPHU CUTyalluH, IIPpHU KOUTO JelaTa HAa HOCUTEJI MOraT Ja 6’b,£[aT 3daCerHaTu:
1. ABTOBOMHO-peueCHBHl/I 3a60/19BaHUSA

[Ipu Te3u 3a60JisiBaHUs, ChIIECTBYBa PUCK 3a JlellaTa /ja 6'b/JaT 3acerHaTy caMo aKo U JjBaMaTa
pPOJIUTENIM Ca HOCUTEJM Ha TeHHA MyTalus 33 CbOTBETHOTO T'e€HETUYHO 3a6oJisiBaHe. Bcsako
eJIHO JleTe Ha POJUTEJI, KOUTO HOCSAT MPOMEHH B eJIUH U cbll reH uMa 25% (1 kbM 4) puck ja
yHacieJu MO eNHO U3MEHEeHO KOIHWe W OT JABaMaTa pOAUTeNd U Aa 6bJle 3acerHato OT
3abosisiBaHeTo. YecTu 3a6oJiiBaHUS, KOUTO Ce VyHacJAeAsdBaT M0 3 TO3W HAYdH ca
MYKOBUCI[U/I033, ChPIIOBHU/AHO-KJIETbYHA aHeMHUs U 6osecT Ha Tal-Cakc. [loBeye nnpopmanus
110 TO3U BBIIPOC MOXKe 3 6'b/le HaMepeHa B 6poiuypara , PeiecuBHO YHac/ieasBaHe .

2. X-cBbp3aHH 3260/19BaHMSA

[Ipu Te3u 3a60J1IBaHUSA, aKO €/]HA KeHa e HocuTeJ, cbinecTByBa 50% (1 kbM 2) pUcK HeHHUTE
CHHOBe Jia 6'bJIaT 3acerHaTH OT 3a60JisIBaHETO. 3a HEHHUTe AbllepH cblno uMa 50% (1 kbM 2)
PHCK /a yHacJeAdT MPOMeHeHUs TeH, HO Te Ile O'bJAT HOCHUTEJNU KaTo Maiika cu. B MHoro
PeIKH cJydau € Bb3MOXKHO U IblllepsATa Aa 6'b/le 3acerHaTa oT 3a60/19BaHETO. AKO eZIJUH M'BbK,
3acerHat oT X-CBbp3aHO 3a60JisiBaHe MMa A'bIllepH, Te BUHATH YHACJeAsABAT MyTalUsATa U Ca
HOCUTE/IM, HO HEeroBUTe CHHOBE HHUKOTa HfAMa [Jla yHacaeJsaT HW3MeHeHHUs reH. [loBeye
uHpopManMsa MO TO3U BBIPOC MOXe JAa ObJe HaMepeHa B Opouryparta , X-CBbp3aHO
YHacnegsaBaHe ”. Yectu 3a60JisiBaHUS, YHacaAe[sBaHM MO TO3M HAYMH ca 4ylJiMBa X-
XpOMO30Ma, MyCKyJIHa AucTpodusa tvun JoiieH 1 xeMopuus.

3. XpoM0O30MHM aHOMAJIUHU

AKo fla/ieH YOBeK e HOCHUTeJ/ Ha XpOMO30MHa aHOMaJIvs (KaTo Hamp. 6a/laHCMpaHa XpOMO30MHa
TPaHCJOKaLHUs), ChLIECTBYBa yBeJMYEH PUCK OpeMeHHOCTTa Ja 3aBbpIUU CbC CHOHTAHEH
abopT WJIM C paKAaHeTo Ha JieTe ¢ PU3NIECKH HeJb3W U YMCTBEHA HeJOCTaTh4YHOCT. [loBeue
MHbOopMaLUs N0 TO3U BBIIPOC MOXe a HaMepuTe B 6poiiypuTe , XpOMO30OMHHU U3MEeHeHUs ’
1, XpOMO30MHHU TPAHCJIOKAIMM .

BBL3MOXKHO JIH € Jla CbM HOCHTEN?

Hma peanna CUTyallMd, IPpU KOWUTO HMMa YBEJMUWYEH PUCK [a CT€ HOCHUTEJ Ha OoIlpeesIeHO
reHeTHYHO 3a00JIIBaHe WU XpOMO30OMHA dHOMAJIHA.

e Hsakoil oT cemelicTBOTO Bu cTpaza ot penecuBHO wWiu X- CBbpP3aHO 3a60JsiBAaHE WU
XpPOMO30MHA aHOMaJIUA.

. Hskoit oT cemeiicTBoTO BU € OTKpHJI, 4€ € HOCUTEJI Ha oIlpefesIeHO peleCuHBHO UJIN X-
CBBbP3aHO 3ab0JIIBaHEe WU XpOMO30OMHA dHOMaAJIUA.

. HWmaTe AeTe, 3aCerHaTto OT peueCHuBHO HUJIU X-CB'praHO 3a00J1sIBaHe HJIH XpOMO30OMHa
dHOMaJIuA.

e lMaTe onpejiesieH eTHUYECKH MPOU3XO0/], TPU KOUTO BEPOSITHOCTTA /1A 6'bJIeTE HOCUTE
Ha [laJieHO TeHeTHWYHO 3aboJiiBaHe e 0coGeHo BuUcoKa. [IpuMepu 3a ToBa ca
ChpPIOBU/IHO-KJIETbYHA aHeMus mnpu xopa ¢ Adpo- Kapubcku npowusxoj, 6Gera-
TajlaceMusi Ipu Xopa cbc Cpeanu3eMHOMOPCKU MPOU3X0/, KaKTO U 6osiecT Ha Taii- Cakc
npu xXopa ¢ eBpelcku (AmkeHasu) npousxoj. Te3u 3a6o/iIBaHUS ca 3HAYUTENHO T10-
4YeCTH B T€3U eTHUYECKU TPYIH, HO ce HAabJI01aBaT U MPU JPYTH.



Jlopyr 1 HUTO eJlHA OT Te3W NPUYMHMU Ja He ChLIeCTBYBa, MOXe Jla pelldTe Ja CU HalpaBUTe
aHa/iM3 3a HOCUTEJICTBO akKo BamusAT napTHbOp/Ka 3Hae, ye e HOCUTeJ/Ka Ha OlpesesieHO
pelilecMBHO 3a6oJisiBaHe. B To3u caydal, pesysTaThTe OT aHaiu3a ule Bu momorHaTt ja
YyCTaHOBHUTE JlaJIv 3a O'bJelj0To BU fileTe MMa yBesIMueH PUCK Jja pa3Bre 3a00J/11BaHETO.

Kak ga pa3s6epa gasiu CbM HOCUTEJ?

AKo cMsTaTe, 4ye MMa BBb3MOXKHOCT Jla CT€ HOCUTEJ Ha OINpeJiesieHO TEHETUYHO 3a060JIsiIBaHe,
criofesiete ToBa ¢ Bamus ceMeeH Jiekap. Toil Moxe fa Bu Hacouu KbM reHeTUYEH CHELMAJIUCT.
[eHEeTHYHUAT CHenUANUCT Ie Bu 3azaae BbIpocy 3a Bamara ¢damMusHa UCTOPUS U BCUYKH
reHeTHYHHU 3a00JIIBaHUSA, KOUTO Ca Bb3HUKBaJ/IU B ceMelcTBOTO Bu. Toii 1ie pasroaps ¢ Bac 3a
TOBa KaKBO O3HayaBa Jla O'bJeTe HOCUTEJN, KaKTO U 3a IOCJeACTBUATA OT TOBA Jla 3HaeTe
HOCUTEJICKUS CU CTaTyc. BaXXHO e Jla 3alIOMHHUTeE, Ye aHAJU3'bT 32 HOCUTEJICTBO € BBIIPOC HA
JIMYEH 300D U e U3K/II0YHUTENHO 1o Balle »keslaHue- He TpsAOBa Jla ce YYBCTBATe NPUHY/IeHU Ja
ro U3BBPLIUTE, aKO CMsTATe, Ue HAMa Aa Bu 6be oT moJisa.

AKo peluTe Aa npeAlnpHeMeTe aHAIM3 32 HOCUTEJCTBO M AKO TEHETHYHHAT CIEIHUaUCT
CMSTa, Ye UMa 06EKTUBHHU MPUYMHHU aHAJU3bT Jla 6'bJle HAalpaBeH, liie Bu 6bjie npeasokeHo
reHeTUYHO U3cJje/iBaHe. B pe3ysTaT Ha TOBa U3c/ie/[BaHe, MOXe Jla O'b/ie yCTAHOBEHO JaJid UMa
MyTalUsi B ONpefieJieH T'eH WJM XPOMO30Ma, KOeTo OM O3HadyaBajio 4ye Bue cTe HOCUTEJ.
AHanu3bT 0OGMKHOBEHO Ce POBEXK/A BbPXY KpbBHA IIP006a, HO MOHSIKOra MOXKeE Jla Ce U3M0JI3Ba
U cmoHka. Cies B3MMaHeTO Ha mpobarTa, T ce M3Ipalla B ChOTBETHAaTa JiabopaTopus 3a
v3cjeaBaHe.

JombaHuTesIHa MHPOpMALMS 32 TeHETUUHUTE aHAJIU3U MOXKe J]a 6'bJle HaMepeHa B OPOIIypUTe
» KakBO mpejcraB/isiBa TeHEeTUYHUAT aHaau3 ?” u , KakBo ce cjiyyBa B reHeTu4yHarta
Jaéoparopus? ”.

Ba)kHO e Ja 3alOMHHUTE, Ye 3a PEelleCUBHUTE 3a60JIABaHMs € Heo6X0JMMO W JBaMaTa
NapTHBOPH JAa GbAAT HOCHUTEJH Ha €JHO U ChII0 TEHETHYHO 3a6o0/iABaHe, 3a Ja
ChIIECTBYBa PHCK 3a JenaTra MM Ja ro yHacaegar. B ciayyas ¢ X- cBbp3aHHTe
3a60J/I9BaHUA, € JOCTATHhYHO CaMO MaiiKaTa Aa 6bjJe HOCHUTEJ], 3a Ja 6bAaT 3acerHaTu
HEWHHUTE CHHOBE, JJOKATO ABIIEPUTE HA 3aCETHAT M'bK, BUHArM ca HOCUTEJKHU. B HiAKou
peJKH cIy4yau, U )KEeHH MoraT Aa 6'bJaT 3acerHaTH oT X-CBbp3aHO 3a60/IsIBaHeE.

HECI/II‘ypHOCT Ha pe3yJ/iTaTa OT dHAaJIM3a
[loHsikora pe3yjaTaTuTe OT TeHETHYHUA aHAJIN3 MOXe [1a 61;,an HEeCUT'YPHH.

[Ipy HAKOM 3a6oJisiBaHHWs, HANpP. MyKOBHUCLH/033, aKO NPH aHaIM3a 3a HOCHUTEJICTBO He e
HaMepeHa MyTalusl, BEPOSITHOCTTA Jla CTe HOCUTEJ € MHOI'O HHCKA, HO BCe MaK ChIIECTBYBA.
ToBa ce ompejesiss KaTo OCTAaTbY€H PUCK U ce Ab/KU Ha (akTa, ye ca U3BECTHU CTOTHULHU
MyTallMy, KOUTO MoOraT Ja NPUYUMHAT 3abossiBaHeTo. [IpM reHeTUYHUTE aHAJIM3U YECTO Cce
TBPCAT CaMO Hal- YeCTUTE MyTaLNH.

B Apyru cijiydau, 4pe3 reHeTUu4HoTo H3CjeJBaHE MOXKe Oa 6'bﬂe HaMepeHa MyTalud, HO
BBIIPEKH TOBA HEUHUST ECI)eKT Ja HEe € dCEH. B Te3u CJIydau He € Bb3MOKHO [la C€ HallpaBAT
KOHKpPETHHU U3BOJH.

B. ’KuBoTa cjien onpeaesjidHe Ha HOCUTEJICKUA Bu CTaTyC

I/IH(l)OpMaLU/IHTa Imo- A0J1y pasrJjexzaa p33H006p33HI/IH OIIMT Ha XOpa, HAa KOUTO € IIPOBEJEH
aHaJ/IM3 3a HOCUTeJICTBO. Ts e 6']3L[€‘ OT I10J13a 3a X0pPa, KOUTO Be4de Ca pa36pajm HOCHUTEJICKUAT
CH CTATyC, HO CbIIO TAKa 61 6MJIa MoJie3Ha U 3a X0pa, KOUTO OOMUCIAT Aa ce u3cjenBaT 3a
HocuTescTBO. ONUTau CMe ce Ada rnoadepraeM peguna l'IpO6II€MI/I N eMOIIMH, KOUTO MOraT Aa
Bb3HUKHAT CJjie yBeJOMABAHETO Ha INallMeHTa, Y€ € HOCHUTEeJ] Ha I'€HEeTH4YHO 3a6OJ'IHBaHe,
BBIIPEKH Y€ TOBA MOXe€ U [la He C€ OTHaCd HAall'bJIHO U KOHKPETHO 3a BacC I/I/I/IJII/I Balluvd Cﬂy‘{aﬁ.

Kak moxe ga pearupam aKo pe3yJiTaTbT MU € NOJIOKUTEJIeH?



XopaTa pearupar 1o pas/MueH HadyuH, KOraTo IoJyyaBaT pe3yJTaTUTe CH OT M3CJeJBaHETO.
MHoro xopa Ka3BaT, 4ye ca si/JOCaHd WJIM NMPUTECHEHU KOTaTO 3a IIbPBU II'bT pasbepar, ye ca
HocuTesnu. HaKou Xopa crofiesisit, ye ce 4yBCTBAT T'bXKHHU, M3HEHAAHU WJIM LOKUPAHU. Bcnyku
Te3u peakLUM ca HaA'bJIHO HOpMasHM. [Ipu moBeyeTo XOpa, Te3W 4YyBCTBA OTIIYMsABAT 3a
HSIKOJIKO Mecelia.

»,KoraTo pasbpax, 4e a3 ¥ MapTHbOP'BT MU CMe HOCHTEJH, BCHYKO B MeH ce npeobbpHa! A u
KaTo ce NorJefHe CTaTUCTUKATA....Ja CU HOCUTEJ U B ChILOTO BpeMe U MapTHbOPBT TU A €
HOCHUTeJ e ToJIKOBa psajko. [louyBcTBax ce motpeceHa. [IpocTo 6elie yxacHo Jjom KbcMmeT.”
(HocuTesKa Ha 6oJiecTTa Ha Tal-Cakc)

,II'bpBOHAYa/IHO, cJieJ, KaTo pa3bpa pe3ysTaTa CH, TOBa OoNpeJesieHo i noBus cepro3Ho. bemre
MHOTO 1/]0CaHa, Ye e HocUTeJsKa.” (ChbIPyr Ha HOCUTEeJKA Ha XeMOUIHS )

Korato pa36epeTe, 4ye CTe HOoCHuTeJ], € abCoOJTIIOTHO HOPpMaJIHO [a Ce€ IMIO4YyBCTBATE II0 II0-
pa3jiM4eH HAYHH. Hsikou X0pa Ka3BaT, 4€¢ € CTPpAaHHO Aad pa36epem Hello HOBO 3a cebe CH,
KOraTo CH MUCJIMII, 4e 3Haell BCUYKo. Moxe JAa OTHeMe BpeMe, NOKAaTO CBUKHeTE C Ta3Uu
HOBHHA.

,IlouyBCcTBax ce BCe €JlHO, Yye CbM IIOJIy4W/a HacJeJCTBeHA O0OpeMeHeHOCT NpUJpYXeHa C
K'bCOTJIE[ICTBO U CKJIOHHOCT K'bM HaTpylBaHe Ha Ma3HUHU U T.H.” (HocuTes Ha Tait-Cakc)

Hsikou X0pa Ka3BaT, Y€ KOoraTo ca pa36pan1/1, 4e Ca HOCHUTEeJIM Ca Ce IMOo4YyBCTBaJIX ,I10-MaJIKO
3,E[paBI/I”. Z[pym HOCHTEJIN PA3Ka3BAaT, Y€ Ca 37007 IIpUTECHEHH, Y€ B 61>,aeLue € MHOI'O BEpOATHO
Aa UMAaT 34pPaBOCJIOBHHU l'IpO6J'IeMI/I. Te3u peaKiguu ca abCOJIIDTHO HOpMaJIHH, HO € BaXHO [Ja
3alI0MHUTE, Y€ HOCUTEJCKUAT Bu CTAaTyC HAMAa HUKAKBO BJIMAHHE BDBPXY BameTto 3/ipaBe.
Bcuyku HUe cMe HOCUTeW Ha TeHETUYHH MyTalllH.

HpquBaHI/mTa ITOKa3BarT, 4€e Haﬁ-,qo6pe Ce CIIpaBAT HOCUTEJINTE, KOUTO paa6HpaT, qe ga 6'b,£[aT
HOCHUTEJIM € Hello, KOeTO He MOXKe Oa Ce NpPOMEHH, HO M MOXKe [a 6']:),[(8 HN3I10JI3BAHO IIO0
NNO3UTHUBEH HAYHH.

~KHUBOTBT 4ecTO Te M3HEHA/|Ba, MPOCTO TPsIO6Ba Ja ro mpueMell U Ja NpPOAb/DKUII Hampen.”
(HocHTesN Ha MYKOBUCLK/03a)

Kak Moxke J]a pearupam ako pe3yJITaTbT MU € OTpHIAaTeIeH?

[Ipy moBeveTo XOpa pe3y/iTaT, KOWTO MMOKa3Ba 4Ye He ca HOCHTEJU Ha MPOMEHEH I'eH, HOCH
pajocT ¥ oGJsieKyeHHe. BbIpeku TOBa, HAKOM OT TSAX HaMUpaT 3a TPYAHO Ja CIOAEJSAT
,A00pUTE HOBUHH” CbC CBOWUTE OJIM3KM WJIK IO- JaJieYHH POJAHWUHU, KOUTO MOXKe Ja ca
HOCUTEJIM WM MMaT 3acerHaTto OT OoJiecTTa feTe. Te M3NUTBAT BHHA, 3al[0TO ca ce
»M3MbKHaJIK’, JOKAaTO APYTHTEe YJEeHOBE Ha CEMEHCTBOTO He ca. [loHsIKora HU e TPYAHO JAa
npueMeM, 4e CMe UMaJIi KbCMET, a IPYTH He.

Bbaemu aena

[Ipyu HAKOU XOpa Jla OTKPUAT, Ye ca HOCUTEJH € MpHUYHHa 3a 6e3MOKOMCTBO, 3all[0TO TOBa Ce
OoTpassiBa Ha IJIaHOBeTe MM Jila UMaT Jiena. [Ipy Apyru xopa, Ja 3HAsT 4Ye ca HOCUTEJU e
o6JieKYeHHUe, T.K. /la MOTaT CIIOKOWHO Jla MJaHupaT. /la 3HaeTe, 4e ChleCTByBa YBEJUYEH PUCK
BalllMTe ObJEINM Jelid Ja MMaT FeHeTUYHO 3a6o/isBaHe O3HayaBa, 4ye MoOXKeTe Ja Gbhere
MOArOTBEHU U MMaTe BpeMe Jia B3eMeTe BaXKHM pelleHUs. FiMa rojsiMm 6pod Bb3MOXKHOCTH,
KOUTO MOXE /1a OOMHCJIUTE.

Ako Bue 1 BamiusIT napTHbOP CTe HOCUTEJIM Ha €JHO U ChIIl0 FT€eHETUYHO 3a60/IIBaHe HJIH aKo
Bue (ako cTe »keHa) CcTe HOCUTeJ Ha X-CBbp3aHO 3a6oJisiBaHe, TO 3a Bac CblecTByBaT TroJisAM
6pOI>'I BBb3MOXHOCTH. HpI/I HAKOM TeHeTUYHH 3a00/IBaHUA € BDb3MOXKHO I10 BpeMe Ha
OpeMeHHOCTTA Jia Ce NMpOBeJe W3C/e/BaHe, 3a Jla Ce MPOBEPH AT IJIOABT € YHACTeIU
NpoMeHeHUTe TeHU (mpeHaTaJHO U3cJeJBaHe). 3a mnoBeye HHPoOpMalUs, MpPOYETETE
OpomypuTe 3a AMHUOLeHTe3a ¥ XOpHUOHHA GHOINCHUA . AKO cMsATaTe, Ye TOBa e Jo06pa
BB3MOXXHOCT 3a Bac, monurtaiiTe Bamwus Jiekap Jajd ca HaJU4YHU H3CJAeJBaHUA 3a
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3aboJisiBaHETO, KoeTo Bu uHTepecyBa. BakHO e, ako HMMaTe BB3MOXKHOCT Ja yBEeJIOMHTE
CHelMaJMCTUTe TNpead 6peMeHHOCTTa, ThH KaTo JabopaTopuATa MOXe Ja UMa HYXJa OT
HSKOJIKO Mecela, 3a Jla ce MOATOTBU. AKO CMsTaTe /ia CM HalpaBUTe MPeHaTaJHO U3CJe/IBaHe,
TpsA6Ba Jla 06MHUCJUTE KaK OUXTe IMOCTBIIU/IN aKo IVIOAbT € C TeHeTUYHO 3a60JisBaHe, KAKTO U
KaK OMXTe Ce MMOYyBCTBAJIU aKO Ce MPeKbCHEe OPeMEHHOCTTA.

[loHsikora e BBb3MOXHO Jla Ce U3BBPIUU eHa INpolenypa, HapedeHa [IpesuMn/iaHTallOHHA
lenetuyHa /luarHoctuka (PGD), kaTo ajiTepHAaTHBA Ha M3CJeABAaHETO Ha IJIOJA M0 BpeMe Ha
O6peMeHHOCTTa. Ta3u npoleaypa BKJIOYBA aCHCTUPaHa PenpoAyKLMs Ha ABOMKATa, C/lefi KOeTo
OIJIOZIEHUTe ANLEKJeTKH ce U3cae/iBaT, 3a Ja Ce NPOBEPH AaM HOCAT U3MeHeHMs rel. Camo
sIlLleKJIeTKUTe, 6e3 NpoMsHa B reHa ce UMIJIAHTHUpAT B yTpobaTa Ha >KeHaTa. ToBa e ABbJIbT
MpolLleC U He e MOAXO/sI 32 BCUYKU. 3a noBeye uHPopMalys oTHocHO PGD, kKakTo U Jaiu e
noaxoAda 3a Bac, nonuraite Bamuar nekap.

[lp}II‘I/I BBHb3MOXHOCTH, KOUTO MOXe [Ja 0OMUCJIUTE Ca OCHMHOBfABaAHE, OIIJIOXKAAdHE Ype3 JOHOPHHU
HflLlGKIIGTKPI HJIU CIEpMAaTO30U AN, KAKTO U Bb3MOXHOCTTA [id HAMAaTe Aela.

,Hal-nosie3HOTO 3a MeH OT NpoBeJeHaTa TeHeTUYHa KoOHcyJTalus 6e Ja pa3bepa, ue
CBLIECTBYBAaT MOAXOJMU, KOHUTO Ja MH IO3BOJAT Ja HMMaM 3ApaBH Jena.” (HOCHTesJ Ha
MYKOBUCI[H/103a C OOJIHO JIeTE)

Ako Beue umare aena?

Hsakou poauTesd, KOUTO Beye HMMAT JAeTe C IeHeTUYHO 3aboJisiBaHe Ka3BaT, e eJlHa OT
eMOIIMUTE, KOUTO Ca yCETWJM, KOraTo ca OTKPWJIM 4Ye ca HOCUTeJU € Ja Cce MOYyBCTBAT
»,BUHOBHHU”, 32 TOBaA 4e ca ,lipeiaju” 3a60/IBAaHETO Ha JleTeTo CU. Hamb/iHO HOpMaJTHO € /ia ce
MOYyBCTBAaTe IO TO3W HA4YyWH. Maliku Ha MoMyeTa C X-CBbp3aHU 3ab0JiABaHUS Ka3BaT
NOHSIKOTa, Ye ca ce YyBCTBaJIU ,00BUHEHU OT TEeXHHWTe MapTHbOPH/CBIPY3U 3a TOBa, 4ye ca
npejay NOTPEIIHUSAT F'eH WU ca ce CaMOOOBHUHSIBaIU. AKO UMaTe NOI00HU ycelllaHus, TpsA6Ba
Jla pa3roBapsiTe 3a TAX C Bamusa reHeTUYeH cenquaJucT. BaXKHO e /ja 3alIOMHUTE, Ye TeHUuTe ce
npeZaBaT Ha CJy4YaeH NPUHIMI W He e Bama rpemka, ye MMate reHeTWdHa myTtarud. [lo
NpaBUJIO, C BPEMETO TE€3U YyBCTBA IOCTENEHHO OTIIYMsBAT.

,dyBCTBaM ce BUHOBHA IpeJ, CEMEWCTBOTO MU, CSIKAll CbM Ipejaja AoBepuero UM. ToBa, ye
CUH'BT MM € YHacJeAWs Hello, C KOeTO TOW TelrbpBa lLie Tps6Ba Ja ce CHpaBs MO BpeMe Ha
L[eJIUS CH XKUBOT, € TOJISIMO pa3oyapoBaHUe 3a MeH.” (HOCUTeJIKa Ha 4yIlJIMBa X-XpoM0o30Ma)

AKko yCcTaHOBHTE, 4ye CTe HOCUTEJ U UMaTe Jiella, KOUTO ca 3/ipaBU, BbIIPEKU TOBA ChIlleCTBYBa
PHCK W Te Jia ca HOCUTEeJH Ha 3aboJisiBaHeTO. BaxkHOo e Jja 06CchauTe pucKa ¢ BamwuTe ferna,
KOraTo Te ca Ha MoJXojsiia Bb3pacT. Cropes HAKOU POJUTENU JE€TETO UM € J0CTaThUuHO
3psJio, 3a Aa pasbepe. 3a APyrd TOBA MOXeE Jla Ce CJAY4YH, KOTaTO TEXHUTE Jella 3aloyHaT Aa
MMaT CepHO3HU BPb3KHU. Bbh3pacTTa, Ha KOSTO Ha eIMH MJIaJi YOBEK MOXe Jia 6'bjie IPOBe/ieH
aHaJ/IM3 32 HOCUTEJICTBO Bapupa, HO JIMIIETO Ha KOeTO MPEeCTOH U3C/e/iBaHe, TpsiOBa Jja B3eMe
CaMOCTOSITEJIHO PellleHHe 3a Hero.

Bpb3kara ¢ Bamuusa napTHbop

Zla 3HaeTe 3a HOCHUTEJIKHA CH CTAaTyC, MOXe [d MMa BJUAHHE BBbPXY B3aMMOOTHOIIEHHATA C
Bamus MMapTHbLODP. an/I HAKOH XOpa, TOBA BOAU A0 cOJIM>KaBaHe Y B3aMMHa ImoAgKpeIa.

,A3 TpsibBalle NMPOCTO Ja ce ONMTaM U JAa 6bAa TaM. Ta Gelle MHoro pascrpoeHa. TpsboBa
NPOCTO Ja CJAyLIall ¥ FOBOPUILI 3a TOBA, HAUCTHHA Jla 0OpblUall BHUMaHUe U Jla OKa3Ball
nojgkpena. Tbi KaTo JIMICBA pellleHHe, TPsAO6Ba MPOCTO Jla ce M34yaKa Jla IpeMHHe, HO TOBa
OTHeMa iocTa BpeMe.” (MIapTHbOP HA HOCUTEJIKA HAa XeMOuIns)

,CIlopeJi MeH, MeX/ly Hac HsMa Hamnpe)XXeHWe, HO OCTaBa BBIPOCHT 3a GbJAelU Jena. A3 CbM
npues HopMaJHO $aKTa, ye Mapus e HocuTesika. Hanu 3HaeTe, 4ye KAKBOTO CTaHAJI0-CTAHAJIO U
HUILO HE MOXe /Ia ce HampaBU.” (ChbIPYT Ha HOCUTEJKA Ha YyIlJnBa X- XpoMo30Ma)



Bce nak, Aa 3HaeTe BalIMAT HOCUTEJICKM CTaTyC MOXe Ja MNpeAU3BHKA HalpeXeHHe U
000CTpsiHE B OTHOIlleHUsATAa Cc Bamwusa naptHbop/ka. [loHskora JABoiikuTe Iie Tpsi6Ba Ja
06CBHAAT BBIPOCH, KOUTO Ca MHOTO TPYAHHU U pa3CcTPOMBaLH.

»,MHuc4, 4ye Mora Jia ce ClipaBsi C MHOI'O Hellla, HO Jja BJIMAS Ha MOW GJIM3'bK, MU J10i/le B IOBeyYe.
MHoro mno-Texko e OT TOBa /i@ pellaBall COOCTBEHMUTe CH Npo6GJseMH. (HOCUTeJKa Ha
xeMopuus)

Jpyru 4jieHoBe Ha CeMeliCTBOTO

AKo pasbeperTe, 4e CTe HOCUTEJ, MOXe Jia I0XKeJlaeTe Aa ro 06ChbAUTE C APYTUTE YJeHOBe Ha
cemelictBoTo Bu. [lo TO3W HauWH JaBaTe Bb3MOXKHOCT U Ha TAX aKO JKeJIasAT Jla CU HalpaBsAT
reHeTHYeH aHaJ/Iu3, 3a Jja pa3bepaT Jaju U Te ca HocuTe u. Ta3u uHpopMalys Moxe Jia O'bJe
moJjie3Ha W Jla MOJINOMOTHE JUAarHOCTHUIMPAaHEeTO Ha Jpyrd 4JjeHOoBe Ha ceMeHCTBOTO. B
YaCTHOCT Ta3u HHPoOpPMaIys MoxKe Ja 0'bJle BaxkHa 3a Baliy poJHHHY, KOUTO B 6'bJIelle XKeaasT
Jla UMaT fAena. JIMCKyTUpaHEeTO Ha pe3yJTaTUTe OT BamieTo m3csie/BaHe e W3II0 1o Baiie
JKeJlaHWe U Te HAMa Jia 6'bJaT 06CHK/JaHU C APYTU 4JeHOBe Ha ceMelcTBOTO Bu 6e3 Bamieto
paspelnieHue.

,Cera Te UMaT K'bCMeTa /la 3HAAT, 4e NPO6JIEMBT € pa3IpoOCTPaHEH B CEMEUCTBOTO U Y€ MOTaT
Jla 6'bJaT u3c/eBaHU KOraTo noxesasT. Chlllo Taka TOBa 1lie e OT roJisiMa [oJida ako UCKaT Jia
UMar jena.” (HocuTes Ha MyKOBUCI/03a)

3a HfAKOWM XO0pa, Aa cHoJejasaT HWHPOpMANUATA C JPYTH 4YJEeHOBe Ha CeMeWCTBOTO, €
MIOJIOKHUTEJIHO U3KHUBsIBaHe. To MoXKe Jla CONMKH CeMEMCTBATa, a TEXHHUTE YJIEHOBE MOXKe Jia
O6bJaT J006bp W3TOYHMK Ha NOAKpena. 3a JpYyrH, Moxe jAa 6bJe TPYAHO Ja CHOAENAT
pe3y/ITaTUTE OT aHa/IM3a 32 HOCUTEJICTBO C JIPYTH YJeHOBe Ha CEMENCTBOTO, a U3KHUBSBAHETO
MOJKe JIa Ce OKaXKe TPY/IHO U TEeXKO.

,I104yBCTBax ce BCe eIHO ChM JlOHEeC/Ia 60JIECTTA CH B UYXKJI0 CEMEMCTBO U TOBA HAUCTHHA Gellle
HENMpPUATHO 32 MEH, TOBA € MOCJeJHOTO Hello, KOETO eHa CHaxa 6W HCKaJja aa ce CIy4u .
(HOocuTesIKa Ha XeMo NS )

3a 6abuTe U AAI0BIMTE, MOXKe /1a 6'bJle 0c06eHOo TPy AHO. Te MOXKe /1a He UCKAT /la MPUeMar, 4e
reHHaTa MyTall[s e Helllo, KOeTO MOKe /ia e peJiaJieHo oT Tsax. CbIo Taka e He PAJIKO 32 6abu
Y JAJ0BIU Jia ce YYBCTBAT BMHOBHM, 3alllOTO MMaT ycCelllaHeTo, Yye MpeJaBaHETO Ha reHa e
TAXHA rpelika. ToBa ca peaKlMH, C KOUTO TPpsAGBa Jja CTe HasICHO.

,2Malika M1 o6CBXK/allle Helllo ¢ 6aba MM 32 MOEeTO CbCcTOsIHUe. baba v Kasa, 4ye Ta3u 60J1ecT ,He
s e oHecsa Ts”. Maiika MU 9 TpeKbCHa U Kasa: 1 a3 HUILO He CbM JIOHEC]a B CEMENUCTBOTO”.
(HOCcUTesIKa Ha Yym/InBa X-XpoM030Ma)

“Bemie mokpyceHa, korato pa3opa. UyBcTBalie ce BUHOBHA. A3 ¥ Ka3ax: , Bk, TakbB € )KUBOTBT,
BCUYKO Ce C/Iy4YBa, BUHATA He e TBoAA”. (HOCUTEJ Ha MyKOBUCI[M03a C 6OJIHO JleTe)

Moxe pma 6be OoT moj3a ako uMmaTe HMHoOpMaLMs, NpeJocTaBeHa OT Bauus reHeTudeH
CIeLMaIMCT, KOATO Ja NOKaXKe Ha JApPYyruTe 4IeHOBe Ha CeMeHWCTBOTO KaKBO O3HayaBa Jia CU
HOCHUTEJ U 065ICHSBA, Ye TOBA € Helllo, KOeTO Bb3HUKBA I10 CJy4YailHOCT.

Apyru M3TOYHULY HA NOAKpena

[eHETUYHHUTE CHELUATUCTH U HAKOU JIPYTH 3paBHU MPOPEeCUOHANMUCTHU (KaTO KOHCYJTAHTH U
NICUX0JI03M) MMAT OINUT B IOJIOMaraHeTo Ha XOpa, KaTO pa3roBapsAT C TSIX 32 €MOIMUTE,
CB'bP3aHHU C I10JIy4YaBaHETO Ha pe3yJ/ITaTa OT U3CJIe/IBAHETO 3a HOCUTEJICTBO. Te MoraT ia 6'biaT
JI06'bp U3TOYHUK Ha MHPOpPMALUSA U OJKpena.

»Cpemjata My ¢ AHHa (reHEeTHUYHHUS KOHCYJTAaHT) HaUCTHUHA MU BJ'bXHa YBEPEHOCT, 3all[0TO /0
npeJd TOBa, a3 He 05X pasbpasa HAMbJAHO BCUYKH MOJAPOGHOCTH 3a MPOBEXKJAHETO Ha
XOpHUOHHA 6HOICHSA U aMHHOIleHTe3a. YyBCTBalll ce MHOTO MMO-yBEpPEH CJieJ] KaTO BCUYKUTE
B'b3MOXXHOCTH TU 6'bJIaT 06SICHEHH OT MPOPECUOHAIMCT U TOBA HAUCTUHA NoMara.” (HocuTesKa
Ha Taii-Cakc)



Hskou xopa, Chl0 Taka HaMHUpAaT, Ye e OT I0Ji3a Jja Ce CBbPXKAT C IPyNH 3a MOJKpena Ha
nanyeHTuTe. Te3u rpynu MoraT J[Aa MNpeAoCTaBAT HHOpManuUs 3a NPAKTUYECKUTE U
€MOIIMOHAJIHYU aClleKTH Ha TOBA Jla CU HOCUTEJ Ha 3aboJisiBaHe. MHOTO OT TSIX UMAaT UHTEpPHET
CTPaHUIIA, KOSTO MoMara upe3 HHopManus U cbBeTH. Te 4eCcTo MOXKe Jja OChLIEeCTBAT BPb3Ka
MeX/ly XOpa U ceMeHCTBa B MOJI00HA cUTyauus. Te moraT Ja UMaT U 4aT GopyM, B KOHUTO
YJIeHOBETE MOraT /ia CU pa3MeHAT UMEeNJIH.

JpefocraBuxa HU jgocta uMHPopManus OT rpymnara 3a HOJKpena Ha mnanueHTUTe. ToBa
HaMCTHMHA HU NOMOTHA, @ U 4YeCcTo Te paboTAT [0 KbCHO, MOXell Ja UM ce 06aJMIl U Ja
06CHAMII JOCTAa BBIPOCH, NpallaT TH NOMOLIHM MaTepHasM O TNouaTta M paboTAT ¢
y4uauIaTa ...” (HocuTeJKa Ha YyminBa X-XpoMo30Ma)
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