KnuHuka 3abonasaHe

NpeansBukartencrea

Uenn

Mbvpsu cumnTomm

AwnarHosa

NeyeHue

MOHUTOPUHT

91% HEBPONOTMYHM CUMMNTOMM.
9% He-HeEBPOIOTUYHN CUMMTOMMU:
CKO/IM03a U CbpAeYHM npobnemu.

G

HannyHu ca reHeTUYHM TecToBe,
HO reHHuTe NnpomeHn npu FA He ce
|pa3no3HaBaT Ype3 CTaHAAPTHUTE
NGS.

EaHa cneundunyHa 3a 3abonsaHeTo
TepanuA e ogobpeHa B EBpona u
CALL, HAKONKO KANHNYHKN
W3NUTBAHWA Ca B XOA.

HacouBaHe KbM eKcnepTeH LLeHTbP.
M\/ﬂTMﬂ,VICLI,VII'InVIHaDEH €Kun 3a
MOHUTOPUpPaAHe Ha CbpaeYvHU

3abonaBaHuA I v anaber.

OueHKa Ha cMMNTOMUTE U
Haco4YBaHe KbM CbOTBETHUTE

cneunanncTu.
- .. &

[eHeTUYHO KOHCYTUpaHe Ha
poAunTeNn OTHOCHO Bbaelm
6pemeHHOCTM 1 BpaTa 1 cecTpu Hag,

lerOAMHM'

MoaKpena 3a NCUXMYHOTO 34paBe,
HEeBPO/IOrMYeH NperneaoLeHKa Ha
CKoAMo3aTa.

St

ExkerogeH nperaes Ha MO6MAHOCTTa,
CnocobHOCTTa 3a M3BbpPLUBAHE Ha
e)KeflHeBHM AENHOCTM, CbpaeyHaTa
[eNHOCT, pUcka ot anabet
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CMMNTOMUTE U TAXHOTO
Pa3BUTNEBOOAT A0 YECTO NOCTaBAHE
Ha norpewHn guarHo3su.
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ObmucneTe NOCTaBAHETO Ha Ana-
rHO3aTa BbB BCUYKM Bb3PaACTOBMU
rpynu, 7o Kato 1% oT xopaTa c FA
ca Ha Bb3pacT Hag, 60 roanHu.

3anasBaHe Ha InYHaTa aBTOHOMHOCT
M cnocobHOCTTa 3a XoAeHe, A0CTbN
[0 Ha/IMYHUTE IeYeHUs.

jt ¢

[Jeuata moraT Aa ce n3onmpar.
PoguTtennte 4ecTo He ca CUTYPHM Kak
[a Cce OTHAcAT Kbm aeTeTo cu ¢ FA.
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o ot 2

OTHacaunTe ce CEPUNO3HO KbM
nayneHTn ¢ MynTMCcCUCTeMHU HEACHU
onnakBaHUA.

cFazt

112

[eHeTUYHO KOHCyATUpaHe 1 u3ciea-
BaHE Ha PasWMpPEHOTO CEMEN-CTBO,

3a fa ce nsberHe nossara Ha FA npu
6patoByeau.

¥

HanuuHu ca npenopbKu 3a rpuku,
KouTO TpAbBa Aa 6baaT cnogeneHu
c anueTo ¢ FA. CBeToBeH A40CTbN 40
Tepanus.

-Ca

MaKcMManHo ysesmMyaBaHe Ha
Bb3MOHOCTUTE 33 BOAEHE Ha
Bb3MOKHO Hali-HOPMasieH KUBOT,
Hanpumep wodupaHe n pabota Ha
Henb/HO paboTHO Bpeme.

FA AtaKkcua Ha Ppugpaiix
NGS Next Generation Sequencing

Mons, umaiite npeasua, ye cneunduyHUTe
TEPMUHM (HANp. yCAyrn 3a JOMALLIHWN TPUKMK,
06w, nekap, pusnoTepanms) He BKIOYBAT eAHU
M CbLLM YCAYTN BbB BCUYKM CTpaHm oT EC

1 MOXKe [a Ce pa3/iMyasaT B OTAEHUTE
CTpaHK. pynuTe 33 3aCTbNHWUYECTBO Ha
NauMEeHTUTE YECTO MOraT Aa NPesocTaBaT
NoAKpena v pecypcy 3a nauneHTuTe u
cemeicTeara.

OTKas OT OTrOBOPHOCT

ERN-RND m3pun4yHO ce 0TKa3Ba OT BCAKAKBMU
rapaHuumn 3a NpoAaBaeMocT UK FTOAHOCT 3a
KOHKpeTHa ynoTtpeba nav uen. ERN-RND He
noema OTrOBOPHOCT 3a KaKBUTO U Aa buno
HapaHABaHWUA UM LWETU Ha nua UAn
MMYLLLECTBO, MPOU3TUYALLM OT UK CBBP3aHK
C M3NON3BAHETO Ha Ta3un uHdopmauums,

MM 32 KaKBUTO U Aa BUNO rpeLku uam
NPONyCcKu.

AKTyanusmpaHo Ha anpun 2024 .
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