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3anoyHa reHeTUYHO n3cnenBaHe Ha NauueHTn ¢
HacneacTBEeHU peTUHanHu guctpodonmn

He Bcuukun Hacnenctea ca egHaksu. Hacnenssame YepTn KaTo UBAT Ha KocaTta U LUBAT Ha o4UTe. Hskowu Xopa
Hacnenssart npenpa3nonoxeHme ga ca € No-HNCHBK U BUCOK PBCT UK Aa ca C No-HUCBK U BUCOK rnac.

Ho nma n TakmBa HacneacTea, KOMTO naeat nog doopMarta Ha psaako 3abonsiBaHe, KOETO NPOMEHA XunBoTa n

BOAOWM OO0 BfioWaBaHe Ha KA4eCTBOTO My. 1

B rpynata Ha HacnencTBeHuTe 3abonsiBaHns cnagaT v BpoLeHUTe auctpodun Ha petuHata (BOP), kouto
3acsirat okono 2,5 MunnoHa oywu no uenusi cBaT. XapakTepuaupar ce ¢ NporpecusHa 3aryba Ha npbununte
N KOHYCUTE 1 NPUYMHSABAT TeXKa 3puTenHa ANCYHKUMS U eBEHTyanHa ABycTpaHHa cnenota. Cbobwasat
ce Hapn 3000 reHeTyYHU MyTauumn B Ha4 260 reHa, Npu WMUPOKO reHeTUYHO NPUNOKPUBaHe MeX Ay pasnnyHu
BUIOBE ANCTPOMUM HA peTuHaTa. 2 3

Mpwn BpoaeHUTE AUCTPOOMM Ha peTuHaTa, cBbp3aHu ¢ MyTauns B RPE65 reHa, paHHOTO AgnarHoctuuupaHe
MOXe [a Hamanu 3HaYNTEeNHOTO BNUSHUE BbPXY XMBOTA HA NAUMEHTUTE N TEXHUTE ceMelcTBa. PasnnyHu
HapyLLeHNs Ha TO3U reH BOAAT [0 pa3BMTUETO, KakTo Ha AMaBpo3a Ha Jlebep, Taka 1 Ha apyra peTuHanHa
anctpodphus, nposesBalla ce B No-KbCHa Bb3PacT — MUIMEHTEH PEeTUHUT. FeHEeTUYHNAT TecT e
eAVHCTBeHaTa Bb3MOXHOCT, 4pe3 KOMTO MOXE [a Ce yCTaHOBM AuarHo3ara v nporHosara 3a

I'IaLl,I/IeHTI/ITe.1 4.5

FeHeTU4YHO AunarHoctumuupaHe B B'bnrapml

Ot meceu Maii 2021 B [leTcka o4Ha KNMHMKA Ha ,AnekcaHapoBcka“ 6onHMUa 3anoyHa nporpama 3a
reHeTUYHO M3cnenBaHe Ha NaLUMeHTU ¢ HacneacTBeHU peTUHaNHU AUCTPodprn B CbTPYLHNYECTBO CbC
CBETOBHUTE nuaepwu B obnactra — nabopatopus “bnynpuHt”, ®unnanous u NOVARTIS. Cnen obcToeH
ILNarHOCTUYeEH Mperneq n oueHka Ha 3abonssaHeTo, ce B3ema npoba OT CNoHKaTa Ha NaumneHTa, KoaTo ce

nanpaua 3a reHeTn4yHo n3cnenBaHe. I'Ipvl yCTaHOBeHa reHeTtnyHa Mytauumsa B RPEB65 reHa ce 3ano4sa
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NOAroTOBKa Ha NauueHTa 3a KaHaMaaTCTBaHe 3a Nocneapallo MeankaMeHTo3HO NpUoXeHre ¢ NbpeaTta no
pofla cv reHHa Tepanus 3a amaBpo3a Ha Jlebep 1 MUrMEeHTEH PETUHNT.

Ako ce yCTaHOBM MyTauunsa B OPYrn redHn, Ha naumeHTuTe ce npennara reHetndHa KoHCyntaums n
MHgoopMaums 3a Hannyne UM nunca Ha nevyeHne, BKNYsaHe B KIMHWYHW NpoyYBaHnga 1 ap.

CeHeTUYHOTO M3cnenBaHe Ha nauneHTuTe e 6eannarHo. I'IpV| Hy>X[da OT AONbJ/IHUTENHA reHEeTU4YHa
KOHCynTauunsd, MoXxe na e Heobxoaummo Ta na 6bae 3annareHa oT nauueHTa.

3a noBeye UHPOpPMaLUS OTHOCHO NporpamaTta ce cBbpXxeTe ¢ KnmHuka no oyHun 6onectu B
,/AnekcaHoposcka“ 6onHuLA.
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