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M3cnepBaHe 3a HOCUTENCTBO

Tasn mHdopmaumoHHa Bpollypa € Haco4yeHa KakTo KbM Xopa,
KOUTO OOMUCNAT Aa CM HanpaBAaT aHanm3 3a HOCUTENCTBO, Taka
M KbM TakumBa, Ha KOUTO BeYye € HanpaBeH TakbB. bpolypaTta
npenocrtaBsa MHopmMaumsa 3a ToBa KakBO O3HayaBa ga b6baewl
,2HOCUTEN”, KaKk MoXxe aa pas3bepeTe ganu CTe HOCUTES, KakTo U
npakTMyecka n emoumoHanHa nHdopmMauus 3a xusoTta Bu cneg
nonyyaBaHe Ha pesynrtata OT uacnegsaHeTo. [onama yact oT
Tasn nHdopmauus e cbbpaHa OT pasroBopu C xopa, Ha KOUTo e
npoBefeH aHanui3 3a HocuTencTBo. Hagsasame ce, ye we Bu
Obae ot nonasa.

A. KakBo o3HauyaBa ga 6baew HocuTen?

3a ga Bu nomorHem ga pasbepete KakBO O3HadaBa fa Obaell
HocuTen, e HeobxoamMmo NbPBO Aa pas3bepeTe KakBO ca rEHUTE K
XpPOMO30MUTE.

FeHn n Xpomosomu

HaweTto TaAno e u3rpageHo OT MUMMOHM KheTku. [loBe4veTo
KNeTkM cbabpkaT NbrieH Habop OT reHu. Hue mmame xunsgu
reHu. FeHnTe ca KaTo MHCTPYKTOPM, KOUTO KOHTPONUpAaT pacTtexa
HU K Kak ga pabotm

HaweTo T4ano. Te ce o p—
OTroBOpPHW  3a ‘ )

MHOIO OT HawwuTe
yepTn, KaTto UBAT
Ha ouuTe, KpbBHa
rpyna wunu Terno.

ol g 5
7~XpOMO30MU - 23 ABOMNKM

Xp0M030MaTa € CbCTaBeHa
OT reHn

[eHUTe cbabpxaT ﬂHK/

© Clinical Skills Ltd

15

EuroGentest
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MU 80bxHa ysepeHocm, 3awomo 00 rpedu moea, a3 He 6sx
pasbparna Hanb/IHO 8CUYKU MOOpPObHOCMU 3a nposexoaHemo Ha
XOpUoOHHa buoricusi u aMHUOUeHme3a. Yyecmeaw ce MHO20 ro-
ysepeH cried Kamo ecuykume 8b3MOXHocmu mu 6bdam
obsicHeHU om npoghecuoHanucm U moea HaucmuHa
rnomaea.” (Hocumerska Ha Tau-Cakc)

Hsakoun xopa, cbllo Taka HammparT, 4e € OT Nnon3a ga ce cBbpXxaT
C rpynu 3a nogkperna Ha nauuveHtute. Team rpynn morat ga
npenocTaBAT MHOPMaUMSA 3a MPaKTUYECKUTE U €MOLMOHAsHN
acrnekTn Ha ToBa Aa cu HocuTen Ha 3abonsaBaHe. MHOro ot 14X
MMaT MHTEPHET CTpaHuua, KOATO nomMara 4pes MHgopmaumsa m
CbBeTU. Te 4eCTo MOXe [a OCbLLECTBAT Bpb3Ka Mexay xopa u
cemenctea B nogobHa cutyauus. Te morat ga mmaTt v yart
dopyM, B KOUTO YfieHOBETE MoraT a CU pa3MeHAT UMennu.

,[lpedocmasuxa Hu Oocma uHopmauus om epyrnama 3a
rnodkpena Ha nayueHmume. Toea HaucmuHa HU MOMOe2Ha, a u
yecmo me pabomsm 00 KbCHO, Moxew Oa um ce obaduw u Oa
obcbOuw Oocma 8brpocu, npawam mu rnoMowHU mamepuanu
no nowama u pabomsm c ydunuwama ...” (Hocumersnka Ha
yyrinuea X-xpomMo3oma)

3a gonbiHUTeNHa HopMaLma:

Orphanet

Yebcant cbc cBOBOAEH OOCTBM, KOUTO ocurypsisa nHdopmaums
OTHOCHO peakun 3abonsBaHus, KNMHUYHW NMbTEKWU, NeKapcTea U
[aBa Bpb3ka C nomowHwu rpynn B EBpona. lNapTHbop Ha
Orphanet 3a bvnrapua e VHdopmaunoHeH LleHTbp 3a Pegku
Bonectn u Jlekapctea Cupaum (MLPBJIC). www.orpha.net

UHdopmaumoHeH LleHTbp 3a Peakm bonectu u JlekapctBa
Cupaum

BeannatHa o6pasoBateneHa w  WMHMOPMaUMOHHaA ycnyra,
npegnarawia MeguuMHcKa M 3gpaBHa WMHopMauna 3a penku
3abonsaBaHna Ha BGBIrapCKM N aHrMMACKN e3nk. www.raredis.org
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"eHnTe ce HOCAT OT No4OoOHM Ha HULIKM CTPYKTYPWU, HapeyvyeHu
XpoMo3omMu. HopmanHo, Hue nmame 46 XpomMo3oMM B NOBEYETO
HM kneTkn. Hue HacnegssBame HawmMTe XPOMO3OMWU  OT
pooutenute HW, 23 OT Mamka HM u 23 oT Oawa Hu.
CnepoBatenHo umame 2 Komnmnekrta oT 23 XpomMo3omu unu 23
ABOWKU. TbW KaTO XPOMO3OMMUTE ca M3rpageHn OT reHu, Hue
yHacrnegsasame no ABe Konua OT MOBEeYeTO reHu, no egHo oT
BCeKM poguTen. ToBa € npuymHaTa, nopagm KOAToO YecTo nmame
CXOOHM 4YepTM C Hawute poguTenn. XpomMmos3omuTe, a
crnefoBaTernHoO N reHnTe ca UsrpageHn oT XMMUYECKO BELLLECTBO,
HapedeHo OHK.

[MpOMeHM B reHuTe uUnm XpoMo3oMUTe, Ce HapuyaT MyTauum u
BCEKW eMH OT Hac HOCK onpeaeneH 6pon oT Tax. Bbnpeku ToBa,
nopagn dakta 4e umMame Mo ABe KOMUsi OT MOBEYETO leHW,
HOPManHOTO KOMME KOMMEHCMpA KOMMETO C  MyTauus.
CnepoBaTtenHo ga cte HocuTen o3Ha4yaBa, 4e He cTe BOonHu oT
AaneHo 3abonsBaHe, HO BbpXy e4Ha OT XPOMO30OMUTE CU HOCUTE
NPOMEHEHO Konune Ha reHa. [la 6baem HocuTenn, oOMKHOBEHO He
3acdra no HWKaAKbB HavvMH 3gpaBeTo HU. [Mpobrnem moxe na
Bb3HMKHE aKo CbLleCTByBa BEPOATHOCT [fa AJoBede [Jo
paxgaHeTo Ha eTe C reHeTUYHo 3abonsaBaHe.

AKO cme HocuTenu, Kora € Bb3MOXHO HawuTe aeua pa
6baaT 3acerHaTu oT reHeTUMHO 3abonsaBaHe?

Nma Tpu cutyaumm, npu KOoMTO geuata Ha HocuTen morat ga
ObaaT 3acerHaTtu:

1. ABTO30MHO-peLecCMBHU 3abonsaBaHunA

Mpwn Te3n 3abonsBaHus, CbLECTBYBaA PUCK 3a AeuaTta ga 6vaat
3acerHaTu camo ako M ABamaTta pPoaAUTENU ca HOCUTENM Ha
reHHa MyTaums 3a CbOTBETHOTO reHeTM4yHo 3abonsiBaHe. Bcsko
edHO OdeTe Ha poauTenn, KOUTO HOCAT NMPOMEHM B €4WH U Cbly,
reH uma 25% (1 kem 4) puck ga yHacnegm no egHo U3MeHeHO
Konne wn OT pABamaTta poautenn u ga 6bae 3acerHato oT
3abonsBaHeTo. Yectn 3abonsBaHus, KOUTO ce yHacnegssaT Mo
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TO3M Ha4YMH ca MYKOBWUCLMAO3a, CbPNOBUAHO-KNETbYHA aHEMUS
n 6onect Ha Tan-Cakc. NoBe4ve mMHpoOpmaLMs NO TO3N BLMNPOC
Moxe pa 6bae HamepeHa B 6powypata ,,PeuecuBHO
YHacnegsBaHe”.

2. X-cBbp3aHu 3abonsiBaHUA

Mpn Te3n 3abonsBaHus, ako egHa XeHa e HocuTten,
cbwecteyBa 50% (1 KbM 2) pUCK HeHWUTE CuMHOBE Ada O6baaT
3acerHatn ot 3abonsgBaHeTo. 3a HENMHUTE OblLUEPU CbLUO MMa
50% (1 kbM 2) puCK Aa yHacneaatr NPOMEHEHUs TeH, HO Te Lwe
6boaT HocuTenu kKato Mavka cu. B MHOro pegkm cnyyam e
Bb3MOXHO M Abllepsta ga 6bae 3acerHata ot 3abonsiBaHeTo.
AKO eaonH MbX, 3acerHaT OT X-CBbp3aHo 3abonsiBaHe wnma
Obllepn, Te BUHaru yHacneasisat mytaumsara u ca HocuTenu, Ho
HEroBMTe CMHOBE HUWKOra HsiMa Aa yHacnegaT U3MEHEHWUS TeH.
MoBeye nHpopmMaumsa No To3m BbNPOC Moxe Aa 6bae HaMepeHa
B Opowypata ,X-cBbp3aHo YHacnegsaBaHe”. YecTu
3abonaBaHnA, yHacrnegsiBaHM MO TO3M HauMH ca JynnuBa X-
XpOMO30Ma, MyCKyfnHa anctpodus Tmn JioweH n xeMounums.

3. XpOMO30OMHM aHOManNuu

AKO JafeH YOBEK € HOCUMTEN Ha XPOMO3OMHa aHomanus (KaTo
Hanp. 6anaHcMpaHa XpPOMO3OMHa TpaHcnokauusl), CbLiecTByBa
yBENUYEH puUCK OpemMeHHOCTTa Aa 3aBbpLM CbC CMOHTaHEH
abopT unn c paxgaHeto Ha gete C (OU3NYECKM Heab3n U
yMCTBEHa HeJocTaTbyHOCT. [loBevye wWHGOpMauus no TO3u
BbMNPOC MOXe pfa Hamepute B Opowypute ,,XpOMO3OMHMU
M3MeHeHnsa” 1 , XpOMO3OMHU TPaHCoKaumuun”.

Bb3mMoxHO nu e ga cbM HocuTen?

Mma peguua cutyaumm, npy KOUTO UMa yBenuyeH puck ga cre
HOCUTEN Ha onpedeneHo reHeTMYHO 3abonsgeBaHe  wUnu
XpPOMO30MHa aHOMarsus.
e Hsakon ot cemencTeoTo Bu ctpaga ot peuecuBHo unm X-
CBbp3aHo 3abonsaBaHe UM XpoOMO30MHa aHOMarnus.
e Hakon ot cemenctsoto Bu e oTkpun, 4e e HocuTen Ha
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,[loyyecmeax ce ece eOHO cbM OoHecna 6orecmma cu 8 4yx00
cemelicmeo U moea HaucmuHa belwe HernpusimHoO 3a MeH, moea
e rnocreOHoOmMo Hewo, Koemo eOHa cHaxa bu uckana Oa ce
cny4qu’. (Hocumerska Ha xeMogursius)

3a 6abute n gagosuute, Moxe aa 6bae ocobeHo TpyaHo. Te
MOX€e [a He ucKaT ga npuvemaT, Yye reHHata MyTaumsi € HeLwlo,
KOeTO MOXe Aa e npegadeHo ot Tax. Cblo Taka e He psako 3a
6abu ¥ OspoBUM Oa ce YyBCTBAT BMHOBHW, 3alloTO mMmart
ycelllaHeTo, Ye NpeJaBaHeTo Ha reHa e TAxHa rpewka. Toea ca
peakuuu, ¢ KouTto TpsibBa Aa CTe HasiCHO.

,Maltika mu obcwxoawe Hew,o ¢ baba Mu 3a MOEmMo CbCMOSIHUE.
Eaba u kasa, ye masu 6bonecm ,He 51 € OoHecna ms”. Malika mu
S MpeKkbcHa U Kasa. ,U a3 Huuwo He cbM OoHecna 8
cemeticmeomo”. (Hocumerika Ha Jyriuea X-xpomMo3oma)

“bewe nokpyceHa, koezamo pa3bpa. HYyecmeawe ce sauHogHa. A3
u Kasax: ,Bux, makbe e ueombm, 8CUYKO ce C/lyyea, 8uHama
He e meosi”. (Hocumes Ha Mykoeucyudosa ¢ 605HO deme)

Moxe pa 6baoe oOT nomsa ako wumate UWHdopmaums,
npegoctaBeHa OT Bawwua reHeTnyeH cneumanuct, KoATo Aa
noKaxke Ha Opyrute 4rneHoBe Ha CeMEeNCTBOTO KakBO O3HavaBsa
Aa cn Hocuten un obacHABa, Ye ToBa € HeLo, KOeTO Bb3HWUKBA Mo
Crny4anHocCT.

ﬂpym M3TOYHULUMN Ha noaKpena

[eHeTU4YHUTE cneumanucTu KW  HAKOM  ApYyrn  34paBHU
NpoeCnNoOHanNnCTN (KaTo KOHCYNTaHTU U MCUXON03n) umat onuT
B nognomaraHeTo Ha Xopa, KaTo pa3roBapsT C TAX 3a emouunTe,
CBbp3aHN C MosflydaBaHETO Ha pesynTaTa OT u3credBaHeTo 3a
HocuTencTtBo. Te wmorat ga ObgaT [obbp M3TOYHMK Ha
MHdOpMaLUma 1 nogkpena.

<Cpewama mu ¢ AHHa (2eHemuy4HUsi KOHCYIrimaHm) HaucmuHa
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npeausBuka HanpexeHne n obocTpsiHe B OTHOLIEHUATa ¢ Bawwus
napTHbop/ka. [loHsikora pgBoukuTe We TpsbBa ga obcbaaT
BBbNPOCK, KOUTO Ca MHOIO TPYAHM MU pa3CcTporBaLLW.

,Mucns, ye moza Oa ce crnpassi ¢ MHO20 Heuwa, HO 0a e/usisl Ha
mou 6n1u3bK, mu dolide 8 rnoseye. MHO20 rno-mexko e om moea
Oa pewasaw cobcmeeHume cu npobnemu. (Hocumersika Ha
xemourusi)

Opyrv uneHoBe Ha CeMeNUCTBOTO

Ako pasbepeTe, ye cTe HOCUTeEn, MOXe Oa noxenaete ga ro
obcbauTe C Opyrute 4rnieHoBe Ha cemenctsoTo Bu. Mo TO3um
Ha4YMH [JaBaTe Bb3MOXHOCT M Ha TAX aKko XenasT ga cwu
HanpaBsT reHeTM4YeH aHanus, 3a Aa pasbepat gann 1M Te ca
HocuTenu. Taam umHpopmaums mMoxe ga 6bae nonesHa u aa
nognNnoOMOrHe OuMarHoCTULMPaHEeTO Ha ApyrM YreHoBe Ha
cemMencTBoto. B vacTtHoCcT Tasum mHdopmaumss moxe ga 6bae
BaHa 3a Bawwu pogHuHKM, kouTo B Obaelle xenaat ga ummart
peua. [uckytmpaHeTo Ha pesyntatute oT BaweTto mnscnensaHe
e n3uano no Bawe xenaHne u Te HAMa ga 6baaT obcbxaaHu ¢
Apyrn YneHose Ha cemenctsoTo Bu 6e3 BalwweTo paspelueHue.

,Ceea me umam KbcMmMema O0a 3Hasm, 4e npobremMbm e
pasnpocmpaHeH 8 cemeucmeomo U 4e Mozam Oa bwbOam
uscnedsaHu koeamo noxenasm. Cbwo maka mosa we e om
2ofiiMa rosida ako uckam Oa umam Oeua.” (Hocumesn Ha
MyKoeucyudo3sa)

3a HsKou xopa, Aa cnoaenaT uHgopmauuaTa ¢ Apyrn YneHose
Ha CEMEWCTBOTO, € MOMOXUTENHO M3XmBABaHe. To MOxe [da
coOnmxn cemencTBata, a TEXHUTE YnNeHoBe MoO)Xe paa ObaaTt
0o00Bbp M3TOYHMK Ha NoAakpena. 3a apyru, moxe aa 6bvae TpyaHo
Aa cnogenaT pesynratuTe OT aHanusa 3a HOCUTENCTBO C Apyru
YfeHOBE Ha CEMENCTBOTO, a UIKUBSABAHETO MOXE [a Ce OoKaxe
TPYAHO U TEXKO.
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onpefeneHo peLecuBHO unuM X-CBbp3aHO 3abonsiBaHe
NN XpOMO30OMHa aHOManus.

e lmaTte pete, 3acerHato OT peLecuMBHO unn X-CBbp3aHO
3abonsiBaHe M1 XpoOMO30MHa aHOManus.

e VimaTe onpegeneH €eTHUYECKM Mpom3xXod, Npu  KOWUTO
BEpPOSATHOCTTA Aa 6baeTe HocuTen Ha JadeHO reHEeTUYHO
3abonsBaHe e ocobeHo Bucoka. [Npumepun 3a TOBa ca
CbpNoBMAHO-KNETbYHA aHemmnsa npu xopa ¢ Adpo-
Kapnbckn npowusxon, ©Gerta-tanacemmsi npu xopa CbC
CpeansemMHOMOpPCKN npomusxod, Kakto n 6onect Ha Tan-
Cakc npu xopa c eBpenckn (AwkeHasn) npousxoq. Tesu
3abonsiBaHNA ca 3HAYUTENHO NO- YECTU B TE€3M ETHUYECKU
rpynu, Ho ce HabnogasaT v Npu apyru.

[opn n HATO edHa OT Te3n NPUYMHM Oa He CbLUEeCTBYBa, MOXe
Aa pewute Oa CUM HanpaBuTe aHanm3 3a HOCUTENCTBO ako
BawwmaTt napTHbop/ka 3Hae, 4e e HocuTen/ka Ha onpeaeneHo
peuecnBHo 3abonaBaHe. B To3M cnydan, pesyntatute oOT
aHanusa we Bu nomorHaT pga yctaHoBMTE ganu 3a 6baeLoTo
Bu pete uma yBennyeH puck ga passue 3abonsasaHeTo.

Kak na pasbepa ganu cbm HocuTten?

AKo cmsATate, 4e uMMa BB3MOXHOCT [a CTe HocuTen Ha
onpeaeneHo reHeTn4yHo 3abonsaBaHe, cnogeneTe Toea ¢ Bawwms
cemeeH nekap. Tom mMoxe ga Bu Hacoum KbM reHeTu4eH
cneynanuct. N'eHeTnYHmMAaT cneumanuct we Bu

3agage Bbnpocu 3a Bawata damunHa uctopus 5,%

N BCUYKM TeHeTM4YHW 3abonsaABaHusA, KOUTO ca ,,ﬁ@
Bb3HMKBANM B cemencrtsoto Bu. Tonm we ‘M
pasroBaps ¢ Bac 3a ToBa KakBO O3HayaBa ga | &
O6baeTe HOCUTEN, KaKToO U 3a nocneacTeusATa oT /3
TOBa [a 3HaeTe HOCUTENCKUS CU cTaTyc. BaxHo /

€ Ja 3arnoMHUTe, Ye aHann3bT 3a HOCUTESNCTBO € /|
BbMPOC HA NUYEeH n3bop N e M3KMIYUTENHO no {
Bawe xenaHve- He TpsdAbBa Aa ce JyBcTBaTe
NPUHYOEHN Oa ro U3BbpLUUTE, aKo cMmsATaTe, ve
HAMa aa Bu 6bae ot nonaa.
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AKO pewmnTe ga npegnpuemMeTe aHanua 3a HOCUTENCTBO U ako
FEHETUYHUAT crneunanncTt cmsata, 4e uma OOEKTUBHU MPUYMHU
aHanuM3bT Aa Obge HanpaeeH, we Bu 6bae npeanoxeHo
reHeTU4HO m3cneaBaHe. B pesynTat Ha ToBa n3cneaBaHe, MOXe
Aa 6bae ycTaHOBEHO Aanu uma MyTauusa B onpeneneH reH unu
XpoMo30oMa, KoeTo 6um o3HavaBano 4e Bue cTte HocuTen.
AHann3bT 0OMKHOBEHO Ce npoBeXxaa BbpXy KpbBHaA npoba, Ho
MOHSIKOra MoXe Aa ce u3nonaea u cntoHka. Crep B3MMaHeTo Ha
npobaTta, TA ce wu3npawa B cboTBeTHaTa nabopaTtopus 3a
nscnenpaHe.

[JonbnHutenHa wWHOPMaUUsa 3a reHeTUYHUTE aHanuanm MoXe
na 6baoe HamepeHa B Opowypute ,KakBO npeactaBnsiBa
reHeTUYHUAT aHann3?” n ,,KakBo ce crny4yBa B reHeTM4yHaTa
na6oparopuna?”.

BaxHo e Aa 3anoMHuUTe, Ye 3a peuecUBHUTE 3a6onsABaHnA e
Heo6xoQuMO M ABamaTa NapTHbLOPMU Aa ObAAT HOCUTENM Ha
€4HO U CbLIO reHeTUYHO 3abonsiBaHe, 3a Aa CblyecTByBa
puck 3a peuata MM pga ro yHacnepgatr. B cnyyvaa ¢ X-
CBbp3aHuUTe 3abonsBaHMA, € 4OCTaTb4YHO CaMO MaukKaTa Aa
O0bae HocuTen, 3a ga 6bAarTr 3acerHatM HeMHUTe CUHOBe,
LOKaTo OAblUuepuTe Ha 3acerHaT MbXX, BUHArn ca HOCUTESIKU.
B HAIKOM peaku cnyvau, v XXeHu MoraTt ga 6baar 3acerHatu
oT X-cBbp3aHo 3abonsiBaHe.

HecurypHocT Ha pe3ynTaTta oT aHanusa

MoHskora pesyntatuTe OT reHEeTUYHUSI aHanu3 Moxe ga obvaat
HECUTYPHW.

Mpy Hakou 3abonsiBaHUsl, Hanp. MyKOBMUCUMOO03a, ako npwu
aHanuM3a 3a HOCWUTENCTBO He € HamepeHa MyTauus,
BEPOATHOCTTA [a CTe HOCUTEN € MHOro HUcKa, HO Bce nak
cblilecTByBa. ToBa ce onpedens KaTo OoCTaTb4YeH PUCK U ce
ObIKM Ha pakTa, Ye ca WM3BECTHM CTOTMUM MyTauuu, KOUTO
MoraT [a NpUYMHAT 3abonssaHeTo. [py reHeTM4YHUTEe aHanuan
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npedana Oosepuemo um. Toea, 4e CUHBM MU € yHacrneousn
Hewo, ¢ Koemo mol menbpea we mpsibea Oa ce cripass o
gpeMe Ha Uuenusi cu Xueom, e 20/15IMO pa3oyaposaHue 3a
MeH.” (Hocumersika Ha dyrnuea X-xpoMo3oma)

AKO ycCTaHOBUTE, Ye CTe HocuTen M umaTe geua, KOMTO ca
3[paBu, BbMPEKM TOBa CbLLECTBYBA PUCK U Te Aa ca HoCUTenu
Ha 3abonsaBaHeTo. BaxHo e fa obcbante pucka ¢ Bawwute geua,
KoraTo Te ca Ha noaxogswia Bb3pacT. Cnopea HAKou poauTenu
AeTeTo UM e JOCTaTb4yHO 3psno, 3a ga pasbepe. 3a gpyrn ToBa
MOX€e [a Ce Crnyyu, Korato TexHuTe Adeua 3anodHat ga umar
CepuosHu Bpb3kn. Bb3pacTtTa, Ha KOATO Ha eouMH Mnag 4YoBEK
Moxe ga Obae npoBedeH aHanuM3 3a HOCUTENCTBO Bapupa, HO
NMLUETO Ha KOeTo npeactou uacrenBaHe, TpsibBa ga B3eme
CaMOCTOATENHO peLLeHne 3a Hero.

Bpib3kaTa ¢ Bawwusa napTHbop

[la 3HaeTe 3a HOCUTENKUS CU CTaTyc, MOXe Aa MMma BRUsHUE
BbpXy B3aMMOOTHOLIEHUsiTa ¢ Bawwua napTHbop. Mpu Hsikow
Xopa, ToBa BOAU A0 cOnvmxaBaHe U B3aMMHa noakpena.

A3 mpsbeawe npocmo da ce onumam U Oa 6wda mam. Ts
bewe MHoz20 pa3cmpoeHa. Tpsibea npocmo Oa crywaw Uu
2080pulWl 3a moea, HaucmuHa Oa obpbwaw eHuMaHue U Oa
okaszgaw rnookpena. TblU Kamo nurcea peweHue, mpsibea
npocmo Oa ce u34Yaka Oa rpemuHe, HO mosa omHema Oocma
gpeme.” (napmHbOP Ha Hocumesika Ha xemMoghursiusi)

,Crnoped MmeH, MexOy Hac HsMa HarpexeHue, HO ocmasa
8brnpocbm 3a 6udewu deya. A3 CbM rfpuesl HopMasaHo hakma,
ye Mapusi e Hocumerska. Hanu 3Haeme, 4e Kak8omo cmaHarsio-
cmaHasrio U Huuwo He Moxe 0Oa ce Hanpasu.” (cbrpye Ha
Hocumersika Ha Jyrnnuga X- XpoMo30Ma)

Bce nak, ga 3HaeTe BalMUAT HOCUTENCKK CTaTtyC MOXe [a
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[MoHAkora e BB3MOXHO [a Ce M3BbpLWK efHa npoueaypa,
HapeyeHa [lpegumnnaHTaunoHHa [eHeTnyHa [umarHoctuka
(PGD), kaTo anTepHaTMBa Ha u3cnenBaHeTO Ha nnoga no BpemMe
Ha OpemeHHOCTTa. Tasu npouenypa BKIYBA acucTUpaHa
penpoayKunsa Ha ABoKKaTa, cries KOeTo OnfioAeHNTe AnNLeKIeTku
ce u3cneear, 3a [a ce NpoBepu Janu HOCAT U3MEHEHUS reH.
Camo sanuekneTtkute, 6€3 NpoMsiHa B reHa ce umnnaHTupaT 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.

Opyrn  BB3MOXHOCTM, KOUTO MOXe Ada obmucnute ca
OCMHOBSIBaHE, OMNIOXOaHe 4pe3 [OHOPHWU SWLEKNeTKM Wnu
crnepmaTo30Mau, KakTo 1 Bb3MOXXHOCTTa a HaMaTe aeua.

,Hat-nonesHomo 3a MeH om nposedeHama eeHemu4yHa
KoHcynmauusi 6e da pasbepa, 4Ye cbwecmeysam odxoou,
koumo da Mmu ro3eosiim Oda umam 30pasu deya.” (HocuTen Ha
MyKOBMCUMAo3a ¢ 6onHo gete)

AKo Beuye nmarte geua?

Hskon poautenn, KkouTo BeYe wumaT p[deTe C  eHeTU4HO
3abonsiBaHe Kka3BaT, Ye egHa OT eMouuuTe, KOUMTO ca yCceTunu,
KoraTo ca OTKpUIM 4Ye ca HocuTenn e da ce nodyBcTBar
,BMHOBHM", 3a TOBa 4e ca ,npedanu’ 3abonsiBaHETO Ha OETeTo
cn. HanbnHo HopManHo e ga ce nodyBcTBaTe MO TO3M HAYMH.
Mankn Ha MomuyeTa C X-CBbp3aHu 3abonsiBaHusa Kassar
MOHHAKOra, 4Ye ca ce 9JyBCTBanu ,006BMHEHW” OT TEXHUTE
NapTHLOPWU/CBHNPY3N 3a TOBa, Ye ca Npedann NOrpelHUST reH
unm ca ce camoobBuHsiBann. AKO mmaTe NoaobHM ycelaHus,
TpsbBa ga pasroBapsite 3a Tax ¢ Bawwms reHeTudeH cneumanucr.
BaxHO e ga 3anoMHUTe, Ye reHuTe ce npedasBaT Ha CryvaeH
npvHUMN 1 He e Bawa rpewka, Yye nmate reHeTU4Ha MyTauus.
Mo npaBuno, ¢ BpemMeTo Te3n YyBCTBA NOCTENEHHO OTLYMSABAT.

,Hyecmealvl ce B8UHOBHa nped cemelcmeomo Mu, csKkalul CbM

4YeCTO Ce TbpPCAT CaMO Haun- YecTuTe MyTaulunun.

B apyru cnydaum, ypes reHeTUYHOTO U3crieaBaHe Moxe aa 6bae
HaMepeHa MyTauusi, HO BbMNPEKN TOBa HENHUAT edekT Aa He e
siceH. B Tean cnyyaun He e Bb3MOXHO [1a Ce HanpaBsT KOHKPETHM
N3BOaMW.

Bb. XKkuBoTa cnep onpeaensiHe Ha HocuTenckua Bu ctatyc

NHdbopmaumsaTa no- gony pasrnexga pasHoobpasHusi onuT Ha
X0pa, Ha KOMTO € MpoBefeH aHanu3 3a HOCUTENCTBO. TS e
Obae oT nonsa 3a xopa, KOMTo Beye ca pasbpany HOCUTENCKUAT
CM CTaTyC, HO CbLLO Taka 6m Gmna nonesHa u 3a xopa, KOUTO
obmucnaT ga ce uscnegsaTt 3a HocuTencTso. Onutanu cme ce
Aa nogyeptaem peguua npobnemm n emoumm, KOUMTO Morat ga
Bb3HUKHAT crnej yBe4OMSsIBAHETO Ha NauueHTa, Ye e HocuTen Ha
reHeTU4Ho 3abonsBaHe, BLMNPEKM Ye TOoBa MOXEe W [a He ce
OTHaCs HaNMbfHO N KOHKPETHO 3a Bac W/uUnuv Bawums cny4van.

Kak moxe na pearupam ako pe3yntaTbT MU € MOJIOXUTENeH?

XopaTa pearmpat Mo pasfnuyeH HauuH, Korato nony4aeat
pesyntatute cu oT uacneasaHeto. MHoro xopa kasBaT, 4Ye ca
00CaHN UMK NPUTECHEHWN KOraTo 3a MbpBU NbT pa3bepar, Ye ca
HocuTenu. Hsikom xopa crnogensit, Ye ce YyBCTBAT TbXHWU,
N3HeHaaaHn Unu WOoKMpaHu. Beuukn Tesn peakumm ca HambIHO
HopMmanHu. lMpu noBe4yeTo xopa, Te3u YyBCTBa OTLIYMsBaT 3a
HSIKONKO MeceLla.

,Koeamo pasbpax, ye a3 u napmHLOPBLM MU CME HOcumesu,
8CUYKO 8 MeH ce rnpeobbpHal A u kamo ce noarnedHe
cmamucmukama.....0a cu Hocumesli U 8 CbWOomo epeme U
napmHbopbm mu Oa € Hocumes € moskoea pPsOKo.
lMouyyecmeax ce nompeceHa. [lpocmo bewe yxacHO row
KkbCcMmem.” (Hocumerika Ha 6bornecmma Ha Tau-Cakc)

,ITbpeoHayanHo, cned kamo pas3bpa pe3ynmama cu, mosa
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onpedernieHo U rnoessnusi cepuosHo. bewe mMHo20 si0ocaHa, 4ye e
Hocumersika.” (cbrpye Ha Hocumersika Ha xeMoghursiusi)

KoraTto pas6epeTe, Yye cTe HocuTer, e abCconTHO HopMarnHo Aa
ce rnodyBcTBaTe Mo Mo- pasnuyeH HauuH. Hsakou xopa kasear, ye
e CTpaHHO aa pasbepell Hello HOBO 3a cebe cu, koraTo cu
MUCIVLL, Ye 3Haell Bcuyko. Moxe ga oTHeMe Bpeme, 40KaTo
CBMKHETE C Tasn HOBMHA.

Llouyecmeax ce ece e0HO, Ye CbM nony4yuna HacredcmeeHa
obpemeHeHOCM npudpyxeHa C KbCo2/1e0Cmeo U CKIIOHHOCM
KbM HampyrneaHe Ha Ma3HUHU u m.H.” (Hocumern Ha Tau-Cakc)

Hsikon xopa ka3Bar, 4e korato ca pas3bpanu, 4ye ca HocuTenu ca
ce nodvyscTBanu ,Mo-Manko 3gpasu’. [Opyrn  HocuTenu
paskasBaTt, Ye ca Ounu npuTecHeHu, 4ye B ObOELle € MHOro
BEPOATHO [a MmaT 34paBocroBHM npobnemn. Tesn peakumm ca
abConTHO HOpMarnHW, HO € BaXHO [da 3afnoMHUTe, 4e
HOCUTENCKMAT Bu cTaTyc HAMa HMKaKBO BNMsiHMe BbpXy BaweTto
3gpaBe. Bcuykn HMe cme HocUTenu Ha reHeTUYHU MyTauun.

MpoyyBaHuATa nokaseaT, 4e Hal-gobpe ce cnpasaAT
HOCUTenuTe, KoMTo pas3bupart, Yye Aa 6baaT HOCUTENM € HeLlo,
KOETO He MOXe [la ce NMPOMEHU, HO U MoXe Aa Gbae M3Non3BaHo
MO NO3UTUBEH HAYVH.

~Kusombm 4yecmo me u3HeHadsa, rnpocmo mpsibea Oa 2o
npuemew u Oa npoOw/KUW  Hanped.” (Hocumen Ha
MyKoeucyudo3sa)

Kak MoXxe goa pearupam ako pe3yntaTbT MU € oTpuuaTeneH?

Mpn noBeuyeTo xopa pesynTar, KOWTO MOKa3Ba 4Ye He ca
HOCUTENM Ha MPOMEHEH TreH, HOCW pagocT WU obnekyeHue.
Bbnpeku ToBa, HAKOWM OT TAX HamupaT 3a TPyAHO Aa cnofenst
,A00pnUTE HOBUHU® CbC cBOUTE OMAM3KM WM NO- JarnevyHu
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POOHMHU, KOUTO MOXe Aa ca HOCUTENW UMM uMaTt 3acerHato oT
bonectTa gete. Te u3anuTBaT BUHA, 3aLLOTO ca ce ,u3MbKHaNW’,
AOKaTo ApyrnTe YneHoBe Ha CEMENCTBOTO He ca. [MoHsKora Hu e
TPYAHO Aa NpMeMeM, Ye CMe UMann KbCMeT, a ApYru He.

Bbbvaewwm geua

Mpn HsKOM xOpa Aa OTKPUAT, Ye ca HOCUTENM e NpuYMHa 3a
0e3noKoNCTBO, 3aLLOTO TOBaA Ce OTpassBa Ha NnaHoBeTe MM Aa
umat geua. Npu gpyrm xopa, ga 3HaAsAT 4Ye ca HocuTenn e
obnekyeHne, T.K. Ja MoraT CNoKOMHO Ada nnaHupart. [a 3HaeTe,
Yye CbLLECTBYBA yBENIMYEH PUCK BawuTe Obaewum geua ga nmat
reHeTMMHO 3abonsiBaHe o3Ha4yaBa, 4e MoXeTe aa Obaete
noaroTBEHM M MMaTe BpeME Aa B3eMeTe BaXHWU peleHus. Mva
ronsim 6pon Bb3MOXHOCTU, KOUTO MOXe Aa odbMmucnure.

Ako Bre n BawwumaTt napTHbLOpP CTe€ HOCUTENM Ha €4HO U CbLlo
reHeTU4YHO 3abonsiBaHe wunu ako Bue (ako cTe xeHa) cTe
HocuTen Ha X-cBbp3aHo 3abonsiBaHe, TO 3a Bac cbliecTByBaT
ronsamMm 6por Bb3MOXHOCTU. [1pn HsAKOM reHeTn4HM 3abonsBaHus
€ Bb3MOXHO MO BpemMe Ha OpeMeHHOCTTa ga ce nposeae
n3crnegBaHe, 3a ga ce NpoBepwu fanu nnoabT € yHacnegun
NPOMEHEHNTE reHn (MpeHaTanHo wu3cnegBaHe). 3a noseve
nHdopmauus, npoyetete Opowypute 3a AMHMOLEHTe3a U
XopuoHHa ©Owuoncua. Ako cmsaATate, 4e TOBa e pOobpa
Bb3MOXHOCT 3a Bac, nonutante Bawwusa nekap

Aanu ca HanuyHu uacnegBaHus 3a 3abonsiBaHeTo,

koeto Bu wuHTepecyBa. BaxHo e, ako wumaTte
Bb3MOXHOCT Aa yBe4oOMUTE cneuuannctute npeau
OpemeHHOCTTa, Tbi KaTo naboparopusaTa Moxe aa

MMa Hyxaa OT HSKOSKO Mecelua, 3a Aa ce NoaroTeu. 0
AKO cmgaTaTe da Ccu  HanpaBuTe npeHartasiHo )
nacnegBaHe, TpaAbea ga obmucnute kak Guxre

NOCTBLNUMAM aKko NIIOABLT € C reHeTUYHO 3abonsiBaHe,

KakKTO M Kak 6uxTe ce nodyBCTBanNM ako ce

(&
QY
o
npekbcHe bpeMeHHoCTTa. D/ \



