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OCHOBHI NOJ1I0XXeHHSA

» KoXXHOMYy slikapto Ha neBHOMY eTani noTpibHo byae BiANOBICTM Ha
NMUTaHHS CTOCOBHO CMaZKOBOI NPMPOAM 3aXBOPOBaHb Ta 06roBopuTH iX
i3 NALLIEHTOM.

 [MauieHTa cnig HanpaBuTK Ao daxiBLUA 3 FEHETUKMW, KOIM NUTAHHS
CNaaKoBOCTIi NOTPebyoTb NOAAJbLLIOIO 06CTEXEHHSA, HAaNpUKAaa, y
BMMNAaKax, KOJIn:
° MiJO3PHETLCA FreHEeTUYHA NPMPOAA CTaHY, WO BMHUK Y Y/EHIB
ciMm'T abo poawnuiB, i AliarHo3 He BCTAHOBJIEHNM

o FeHeTUYHUMN CTaH, WO € AyXe PiAKiCHNUM, ByB AiarHOCTOBAHNN Y
POJZIMHI, MPO LLLO BaXXKO 3HANTW AoAaTKoBY iHGopMaLLito

o xBopo6a nauieHTa CNOHYKAE A0 HEOOXiAHOCTI KOHCYIbTYBATH YN
obcTexyBaTu noro/ii poanyis.

* Ponb daxiBus 3 reHeTUKN (MeaMYHOro reHeTnKa) € CyTo
KOHCY/1IbTaTUBHOO i BiH He bpaTnMe y4acTi y NPUNHATTI pillieHb,
HaNpWKAaz, WoA0 NN3aHYBAHHA CiM'T, NpeHaTaIbHOT iarHOCTUKMN,
TeCTYBaHHSA Ha HOCINCTBO 360 NPOrHOCTUYHOIO TECTYBAHHS.

 Jlikytoumni nikap naui€eHTa Mac 3ab6e3nevynTn reHeTUYHe KOHCYIbTYBaHHA
3 npuBoay 6iNblU MNOLWMPEHNX 3aXBOPOBAHb, TAKNX AK
o piaber

o BGpOHXiasibHa aCTMa Ta iHLWi aneprivyHi 3aXBOPIOBAHHA
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o pgucainigemii [§5:"°%|Knacudikauia ta gocaiaxe...]
[H6c38°%°| MiarHOCTUKA i NiKyBaHHS ...]

° paK, AKLWO HEMAE A0KA3iB, WO HABOAATb HA AAYMKY MpPO MOro
cnaakoBy npupoay (pak rpyaHoi 3as103m
[§5533"°%2|Pak rpyaHoi 3a1031], KOJIOPEKTA/IbHMW pakK
[acT3r083| C pUHIHT Ta NpodinakTmka...] )

> npob6sieMn NCUXIYHOTo 30POB'A.

* He 3aBXAnN MOX/IMBO 3a6e3neYnTn reHeTUYHEe KOHCY/IbTYBaHHA K
YACTMHY PYTUHHOTO AOrNAAY 338 XBOPUMM, OCKI/IbKN F€HETUYHI
npobaemun noTpebyoTb 104aTKOBOI0O Yacy Ta KOHLEHTpauii. ToMy nikap
NOBWMHEH BUPILUNUTN iHAMBIAYAIbHO AJ151 KOXKHOIO NALiEHTA, YM € MOTO
BJIACHI MOXXJIMBOCTI AOCTATHIMW 419 BUPILWEHHA NUTAHHA i3 ranysi
reHeTUKMK.

Pob6oTa Megu4HOro reHeTMKa

* [MeplnM KPOKOM Yy reHETUYHOMY KOHCY/IbTYBaHHI - BCTAHOBUTM ab0o
nigTBEPANTU TOYHNI €TIONIONIYHUN AiarHo3.

* Y 6araTbox BUNaAKax AiarHo3 pifKiCHOro 3axBoproBaHHA NoTpebye
BMKOPWCTAHHA cnewiasbHUX gxxepen iHdopMmaLii Ta reHeTUYHNX TEeCTiB,
CTOCOBHO SIKMX MA€E A0CBIA MeANYHNIN TeHETUK.

* AKLLO MOX/INBO, TMN YCNAaAKYBAaHHSA Ta PU3NK NOBTOPEHHA FrEHETUYHOIO
CTaHy NOBMHHI NOACHIOBATUCH CiM'TI TAK YiTKO, IK Ti/IbKU MOX/IMBO, i
HaAani cMTyauis mae o6roBoproBaTMCh 3 YCiMa, KOro BOHa CTOCYETbCA.

* HaBiTb y cnTyaLifaX, KON CTAH 3a/IMLLAETLCA HE iarHOCTOBAHUM,
33a3BMNYal € MOXJINBUM BCTAHOBUTW TUM YCNAAKYBAHHA Ta BU3HAUYUTH
PU3MK MOBTOPHOIO YPa>keHHA.

* AKLLO Napa NNaHYyE MaTn AiTen, Ma€ byTn po3rnaHyTa MOXJINBICTb
NpeHaTaNIbHOI AiarHOCTUKMN.

* [Npun feaknx 3aXxBOprOBAHHAX HaBITb NMPOrHOCTN4He reHeTn4yHe
TeCcTyBaHHA MOXXe BUABUTUNCA nig NUTaHHAM.

» [eHeTMK TaKOX MOXe AONOMOITH B NJIaHYBAHHI likyBaHHS, 0c061MBO
AKLLO CTaH AY>Xe PiaKiCHUN.

* [eHeTMYHe KOHCY/IbTYBaHHA MA€ Ha MeTi AaTW CYyYaCHY, HeynepeaxeHy
iHbopMaLito Ta YyTOYHMTM PaAKTK, Ha NiACTaBI AKMX pOAMHA NPUIAMATUME
0CO6UCTI pilLeHHSA BiANOBIAHO A0 BJIACHNX CYAXEHb.
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MoKa3aHHA A0 HanpaB/lIeHHA Ha reHeTUYHe
KOHCY/IbTYBaHHSA

JWTNHA 3 piaKICHMM 3aXBOPIOBAHHAM, MNOPYLUEHHAM PO3BUTKY 360
P03/13[10M, KOJIM [liarHO3 He ACHWUI | 6aTbKK XOTiNIN 6 YTOYHUTK AiarHos.

YneHun cim'i abo poamnyi cTpaxkaatoTb Bifi reHETUYHOro po3naay, npo
AK1M noTpibHa noaaTkosa iHbopMaLis.

Mapa, aka 6a)kae MaTn ANTUHY, CTypboBaHa pU3NKOM NOBTOPEHHSA
reHeTUYHOro 3aXBOPIOBAHHA.

Po3rnaaaeTbCsa MOXIMBICTb MPEHATA/IbHOI AiarHOCTMKWM 3aXBOPHOBAHHA
a60 BpoAXKeHMX Ba, PO3BUTKY.

MNaHyeTbCA NPOBEAEHHS TECTYBAHHS Ha HOCINCTBO abo NPOrHOCTUYHE
TECTYBaHHA Y YIeHiB POAMHMN 3 BiJOMNUM reHeTUYHUM CTaHOM.

IHTepHeT-pecypcu 3 iHPOPMaALLEIO LLLOA0 FreHETUYHUX
CTaHIB

6333 IaHNX OHJ1aNH-KaTaslor MeHAeNneBCbKOro yCnaaKkyBaHHA Y JIOANHN
(OMIM) [ee6|http://omim.org]
o CrNNCOK 3aXBOPIOBaHb, reHETUYHA NPMPOAA AKNX BiOMA abo
NiA03PHETHCA

ORPHANET [ee6|http://www.orpha.net/con...]
o |HdpopMaLia Npo piaKicHi 3aXBOPOBaHHA, 1abopaTopii, Lo
NPOBOAATb IXHE reHeTUYHE TeCTYBaHHS, Ta JlikapCbKi 3acobu

° €BPOMNEnCbKa, AOCTYMHA AEKi/IbKOMA MOBaMM

EuroGentest [seé|http://www.eurogentest.o...]
o PekoMeHAauil 4N reHeTUYHOIO KOHCY/IbTYBAHHA

o JIncTiBKa nauieHTa 6inblue, Hixx 20 MoBamMun (reHeTUYHA
iHbopMaLifa, NpeHaTasibHa iarHOCTMKA)

GeneTests/GeneReviews [ees|http://www.ncbi.nlm.nih....]
o KniHiYHi onncy 3axBoproBaHb 3 iHPOPMaALLIEID NPO X reHeTUYHe
TeCTyBaHHA

MNoB'A3aHi pecypcn

» JliTepaTtypa [555:2*|Genetic counselling —Re...]
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* HactaHnoBa 00521. Knacuaoikauis Ta gocniaxeHHa gucninigemin.
* HactaHosa 00638. [liarHOCTMKA i iKyBaHHA rinepxosieCTepnHeEMIi y aiTen.
* HactaHosa 00543. Pak rpygHoOI 3a/103u.

* HactanoBa 00198. CKpUHIHI Ta NpodiflakTKa KONOpeKTasIbHOro paky.
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