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lllo Take reHeTU4YHe oDCTeXeHHA?

Hapgani,Hagaetbca IHopmauia Npo reHeTUYHe ODCTEeXEHHA
BKMIOYAK4YM NUTAHHA, WO Take reHeTUYHEe OOCNIMKEHHSA, YOMY
Bu NOBWHHI NOro 3pobutK, | MOXIUBI NEepeBaru Ta pu3nKu.

LLob 3posymiTi, WO Take reHeTu4He obCTeXeHHA, cnoYaTky
noTpibHO AisHaTUCA, WO Take reHn Ta XpoMoCOMM.

MeHu | Xxpomocomm

Haw opraHiam cknagaeTeCA 3 MINbAOHIB KNITUH. BinbwicTb
KNITUH MICTUTE NOBHWIA HabIp reHie. Mu MaemMo TUCAYI reHis.
['eHn NpauyoloTk 3a NEBHMM MEXaHI3MOM, KOHTPOOKYK HaLl
PO3BUTOK | poboTYy Haworo opraHiamy. BoHw BigNoBigawTh 3a
DaraTto HaWWX 03HAaK, TAKMX AK KOoMip o4eit, rpyna Kpoel Ta picT.

['eHW nepegalTeCA Ha HATKONOAIDHIM CTPYKTYPI XpOMOCOM.
3aseu4ail, MM Maemo B Hopmi 46 xpomocom. Mu ycnaakoByemo
Xpomocomu Big Hawux baTekie, 23 Big maTtepi U 23 Big baTeKa,
TOMY B Hac € gea Habopw no 23 xpomocomin abo 23 napw.
OcCKiNbKW, XpOMOCOMW CKNagaTeCA 3 reHie, M1 ycnagkoByemo
no Aei konii BineLwocTi reHie, TobTo No ogHIA Konii Big KOMHOro 3
batekie. Tomy mu nogibHi o Hawwnx BaTbKiB. XpOMOCOMM,
BIANOBIAHO W reHn cKNnagawTbCca 3 XiMi4HOT cybecTaHUuil, aKa
HasueaeTecA [HK.

|[HKONK, B OQHIA KONii reHa moxe ByTK 3miHa (MyTauia), Aka He
OO3BONAE NpaUBAT MexaHiaMam HaneXHUM YMHOM. Takl 3MiHK
MOXYTb CNPUYMHATUA FrEeHETUYHI 3aXBOPIOBAHHA, TOMY LLO MreHW He
MOXYTb HaZaBaTW OpraHiaMOBI NpaBWNbHOI KOMaHaW.

MNpuknagamu reHeTUYHWX 3axXBoptloBaHb € cuHapom [layHa,
MYKOBICUWMAOO03, M'A30Ba AUCTpodis.



MantwoHok 1: NeHn, xpomocomu Tta [JHK

i Clinlcal Skills Ltd

MeHeTU4YHe 0OCTeXEeHHA

['eHeTW4He gocnigeHHA oNOMOKe BCTAHOBUTW UM € 3MIHW B
reHi abo B xpomocomi. [InA reHeTU4HOro AoCnigKeHHA NoTPIbHO
3naTtv Kpoe abo 3pa3oKk TKaHMHW. ICHye BaraTo pisHUX NPUYKH
On{ 4oro NoTpIidHO 3pobuTK reHeTUYHe gocnipKkeHHA. [deqki 3
UMX NPUYMH HaBedeHi HuK4e:

o Y Bac abo y Baworo naptHepa € gUTWUHa, B AKOT
BWHUKAKOThL TPYOQHOLLI 3 HABYaHHAM, BOHA BIACTaE Y
PO3BUTKY 4K Mmae npobnemu i3 sgopos'amM. Baw nikap
BBaXKae, WO Ue MoXe DyTU MOoB'A3aHO 3 FeHeTUYHUMU
NpUYMHa MK,

o Baw nikap nigospioe y Bac reHeTU4HE 3aXBOPHOBAHHSA |



X0u4e NigTBEpPAUTW OiarHos.

e B Bauwii cim’i € reHeTU4He 3axBoptoBaHHA. By xoveTte
3HaTK 4K ICHYE PU3UK PO3BUTKY 3axBOploBaHHA y Bac.

e Y Bac abo y Baworo napTHepa € reHeTU4He
3axXBOPIOBaHHA, AKe MOXe nepefatuca Bawwum giram.

e Bw npoiwnu gogaTtkoei obcTexeHHA nig Yyac BarnTHOCTI
(Taki, AK yNbTpa3ByKoOBE AOCNIQXEHHA, AOCNIOKEHHA
KOMIpUEBOro npocTopy 41 aHanis Kpoei). BoHu nokasanu,
WO ICHYE NIgBULLEHWA PU3NK HAPOOMEHHA OWTUHW 3
reHeTU4HUMK BIOXWUNEHHAMM.

e Y Bac abo y Baworo naptHepa B nonepegHeomy WNbI
Bynu BunagkKn HeBWHOLWYBaHHA BariTHocTi abo
MEepPTBOHAPOgMEHHS.

e Y pekinbkox Bawwmx 6nu3bkux pogudis Byno
AlarHOCTOBaHO PIgKICHI BUOW paKy.

e |CHye NigBMLUEHWA PU3UK HAPOMMKEHHA ONTUHM 3 NEBHUM
reHeTU4HUM 3axXBOplOBaHHAM Yepes Balwe eTHiqHe
noxompKeHHA. [NpuKnagamu TakMx 3axBopOBaHb €:
CepnoBMAHO-KNITUHHA aHemisa B ocib Adpo- Kapubcekoro
noxom¥eHHsa, beta—Ttanacemia B ocib
Cepen3eMHOMOPCbLKOrO NOXOMKEHHA, MyKOBICUWMAOO3 B
ocib 3axigHol Eeponn Ta xeopoba Tea - Cakca B eBpeiB
AlKkeHasl. Taki 3axBOpOBaHHA € DINbLW NOWWMPEHUMUA B
LUKMX ETHIYHWX rpynax, ane MoXyTb TPanNATUCA | B IHLMX.

[nA nikapa He 3aBxan € HeobXxigHUM NpoBedeHHA reHETUYHOro
gocnigeHHa. B geskux Bunagkax nikap MoXe nocTaBuTK
OiarHo3 reHeTUYHOro 3aXBOpHOBaHHA Ha NIACTAaBI KNIHIYHOM
obcTexeHHA abo BCTAHOBUTA Ball PU3KWK 3aXBOPITK Ha nigcTasl
CiMEWHOro aHamHesy.



I'Iepeaaru Ta PU3IUKHN TrEHETHYHOrO obcTexeHHn

PilEHHA YW NPOXOAWTH reHETUYHE OOCNIPKEHHA MOXE DYTH
HenpocTum. Ane ue Baw eubip, 41 poDUTK reHeTUYHWIA aHanis.
Tomy ana Bac € ayxe Baxnueum 0BroBopuTH | 3pO3YMITK BCHO
HagaHy iHopmauito, wobd By mornn npuWHATY npaBuneHe
pileHHA. Takox € Baxnueum Te, Wo Bn moxxeTe obroBopuTtH 3
nikapem DyOb-AKI NUTAHHA Y1 NepPeXnBaHHA, AKI MOXYTb y Bac
BUHMUKHYTM.

[eHeTUYHE gocnigXKeHHA MOoXe DyTK OyKe KOPUCHUM, NpoTe,
TaKOX ICHYIOTE NEBHI PU3UKK Ta obmMeXeHHa. Baxnueum e,
3pO3yMITK NepeBarn Ta pU3nKKu 4o NPUAHATTA pilleHHA. Hukye
byayTe obroeopoBaTMCA NO3MTUBHI HACNIQKK (Nnepesaru) Ta
pu3nkn. MNepenik He € NOBHUM, | He BCA IHhopmauia byae
aktyaneHow ansa Baworo ocobuctoro eunagky. lNpote, ue moxe
HagaThu Bam KopucHi getani, konu Bun bygeTte npuamati
PILLEHHA TA KOHCYNbTYBAaTWUCh 3 NIKapem.

MepeBarn

['eHeTW4He gocnigxXeHHAa moxe nokasatu Baw 4m Bawoi gutuHu
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reHe TUM4HWIA Npodink. [na geakux nngen Takuim Buxig i3
CUTyaUii HEBIAOMOCTI, € BaXXNUBWUM, HaBITb, AKLWWO IHhopmauin
byae He gyxe gobpor. Akwo iHgopmauia byge gobpoio, ue
MoXe ByTn BENUYE3HUM NoNerweHHAM.

['eHeTW4He gocnigeHHA MOoXKe OJONOMOrTW BCTAHOBWTU OiarHos
reHe TMMHOro 3aXBOpOBaHHA. HAKLLO BCTAHOBNEHO NPaBUIIBHWIA
aiarHos, To4i MmoxHa byge npu3HadYnMTK BignoBigHE NiKyBaHHA.
AKLO reHeTU4He gocnigkeHHa nokasye, wo y Bac 3binsweHnn
PU3WK PO3BUTKY 3aXBOPHOBAHHA B MaWbyTHEOMY (Tak AK pak
rpyaen), Bu amoxeTte npoxoguT obCcTexeHHA Dinbl perynapHo
| 3BECTW PU3NK 3aXBOPHOBAHHA 40 MIHIMyMY.

PesynbTaTn reHETUYHOro AOCNIPKEHHA MOXYTb HAdaTU KOPUCHY
IHpopMaUio Npu NnaHyeadHi BariTHocTI. Akwo Bu 3sHaeTe, Wwo
Bu abo Baw napTHep mae BUCOKUA PU3NK HAPOO4XKEHHA OAWTUHK 3
reHeTU4HMM 33aXBOPIOBAHHAM, € MOXNUBWUM 3pODUTU reHeTu4He
aocnigXeHHA nnogy NpoTArom BariTHOCTI (NpeHaTanbHa
OiarHoCTUKa) Ta BCTAHOBUTU 4K AUTUHA Dyae XBOpow. 3HaHHA
Toro, wo y Bac € BUCOKUIA pU3NK HAPOMKEHHA OUTUHMK 3
reHeTU4HWUM 3aXBOPIOBaHHAM gonomoxe Bam nigroTyBaTuUCh AK
NCUXONOM4YHO, TakK i NPpakTU4HO.

Tak AK reHeTU4HI 3aXBOPIOBAHHA CTOCYOTLCA POAUHM,
IHpopmauia npo Baw reHeTU4HWK Npodine MoXe DyTu
KOPWCHOK ANA iHWWX Ynedie Bawoi cim’i. Akwo 4neHn Bawoi
ciMT DyQyTb 3HATU NPO HAABHICTE NTEHETUHYHOINO 3aXBOPKOBAHHA B




ciMi, ue Mmoxe JONOMOITH YHUKHYTW HEBIPHO NOCTaBNEHOro
OiarHo3y Ta 3anBoi TpaTth Yacy. Taka iHdopmayia Takox byae
KOPWUCHOK ONA HUX Y BUNaAKy nnaHyBaHHA BariTHOCTI.

Moxnuei puankm Ta oOMexeHHs

lNpoxogeHHA reHeTUYHOro obCTEXEeHHS, OYIKyBaHHA
pe3ynbTaTiB Ta OTPUMAaHHA X, MOXE BUKNUKATK 3MiLLaHi emouii
Taki AK: NONEerweHHA, cTpax, TpMBOra 4w Big4yTTHa NnpoBuHK. Lle
BaXnBeo, wo Bu obaymyete moxnuel Hacnigku gna Bac Ta
Bawoi cim, y Bunagky oTpumaHHa gobpoi 4n noraHoi
IHhopmauii.

HasiTb, y BUNagKy, KONW reHETUYHE OOCNIAXEHHA NIATBEPANTL
giarHo3, Ha aHWiA MOMEHT, MOXE He ICHyBaTW LOCTYyNHOro
nikyBaHHA O4Na oKkpemoro, cneundivyHoro 3axeopoBaHHs.

B peakux Bunagkax amiHu (myTtadii) B reHi abo B xpoMmocomax He
MOXYTb DyTKU BCTaHOBNEHUMMW. [1poTe, ue HeoDOB'A3KOBO
O3Ha4ae, Wo IX Hemae. [leaki reHeTUYHI 3MIHU OyXKe BaXKo
BCTAHOBMWTW 3a AONOMOroK HasaBHUX nabopaTopHUX METOLIB.
Tomy, He y BCiX BUNaAKax € MOXIUBICTE BU3HAYUTK
3axBoploBaHHA. Bawi cnpobu oTpumaTt giarHo3 MOXYTh
3aKiH4UTUCA poavyapyeaHHAM. Bam cnig obrosoputk ue 3 Bawmunm
nikapem.

[na peskux 3axBoplBaHb, HABITh, AKLO 3MIHW B reHi abo B
XPOMOCOMI € BCTAHOBMEHI, HE MOXNWBO nepenbaqvnT BaxKiCTb
nepebiry 3axBoprOBaHHSA.

['eHeTU4YHI myTauill nepegaTeCa YneHam cim'l. Tomy,
pesynbTati Baworo reHeETU4HOro 4OCNIMKEHHA MOXYTh
BIAKPUTU reHeTUYHY IHopMaUio Npo IHWKX YneHis Bawoi cimT,
ocobNMBO, IX PU3MK MaTK reHeTUYHe 3axBoploBaHHA. Hu
3aX04yThb IHWI 4neHn BawoT cimT 3HaTu npo ye?

ﬂepe,q NPOXOOMEHHAM NreHETUYHOIO OOCNIMKEHHA € BaXKNMWBUM
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Oi3HATUCA, AK pe3ynbTaTu reHeTUYHOro JOCNIMKEHHA MOXYTh
BNAWMHYTW Ha Balwe meguyHe cTpaxyBaHHA Ta cUTyauito Ha
poborTi,

PesyneTaTn QOCNiQKEHHA MOXYTh, IHKONMW, BIAKPUBATH CIMENHI
TaeMHUUI, BKNOYa4n BaTebKIBCTBO Ta YCUMHOBNEHHS.

Akwo Bu otpumacTe pesyneTaTu reHeTUYHOro gocnimkeHHa Bu
He 3MOXeTe NOBEepHYTH Ha3agd.

Akwo Bu po3mipKoByeTe YW NPOXOAWTU rEHETUYHE
gocnigxeHHa, ana Bac byno 6 KOpUCHUM nepernaHyTi po3gin
"HanuacTiwi 3anutadHAa”. B ybomy po3aini nepepaxoByoTbLCA
nUTaHHA, AKi 6 Bu xoTinu sanuTtatu nikapa-reHeTuKa npo
reHeTU4He gocnimkeHHa. BoHw bynwn pospobneHi 3 4oNoOMOrow
nauieHTIe | cimeil, AKi npowny obeTtexeHHA cxoxi o Bawnx.

Lle € TinbKU CTUCNMUKA NOCIOHMK (NOpagHKMK) ANA TUX, XTO
X0o4Yye NPoOUTH reHeTUYHe gocnigxeHHA. Binbwe iHdopmauil
MOXHa OTPMUMAaTK 3:

Orphanet

BeskowToBHMW BED-CcAT, AKMIA HAgae IHpopMaLUio NPo PigKICHI
3aXBOPKBAHHA, KNIHIYHI BUNpobyBaHHA, NiKKM Ta NOCUNAHHA Ha
rpynu niaTpumkw y €sponi

www.orpha.net

EuroGentest

beskowToBHMW BED-calT, AKMA Hagae IHpopmauio Npo
reHeTU4HI 0DCTEXEHHS Ta NOCUNAHHA Ha rpynu NIATPUMEKWN Y
Esponi

www.eurogentest.org

Abo y Bawin MmeauKo-reHeTUUYHIH KOHCYNbTaUil.

JleBIBCBKMA MiXODNAcHMA MeOUKO — reHETUYHUIA UEHTP,
OY «lHcTuTyT cnagkoeoi natonorii AMHY »



Byn. M.JluceHka, 31 -a,
llbBiB

KWiBCbKMiA MiKOBNAaCHWUA MeQUKO-TEHETUYHWIA LEHTP
Byn. Kociopa, 28/1

Meguko - reHeTudHKMA ueHTp YOACH « OXMATOAWUT»
eyn. YopHoeona, 28/1

Meguko-reHeTUYHWIA KabiHeT
[HCTUTYTY negiaTpii, akywepcTea i rinekonorii AMHY
Byn.MaHyineceKkoro, 8

KWIBCbKWMIA UEHTP Me4WYHOI reHETUKN
Byn. borosyTiBCbKa, 1
Kuie

YKpalHCbKUW IHCTUTYT KNiHIYHOI reHeTukn XOMY,
XapKiBCbKWMKW cneyianisoBaHnii MequKo-reHeTUYHUA UeHTpP
np. MNpaegwm, 13

Xapkie

LeHTpaneHa KniHivHa nikapHa Ne1

[oHeubKnin obnacHuMK cneuianiaoBaHW UeHTP MeguyHol
reHe TUKK

Byn. Aptema, 57

[NoHeubK

KpumcbKuid cneuianisoaHuii MeauKo-reHe TUHHWIA UeHTP
Byn. Tutoea, 77
Cimcpeponons

MixxobnacHuil LEHTP MeQUYHOT rEHETUKW | NpeHaTanbHol
OiarHOCTUKK

nn. BussoneHHs, 3 a.

Kpueun Pir

ObnacHa guTAada KniHiYHa nikapHsa
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Opgecbkni cnedianiaoBaHUn MeguKo-reHeTUYHUIA UEHTP
Byn. akag. Bopobiosa, 3
Opeca

3anopi3bkui 0bnacHUin MeguKo-reHeTUYHWIA LUEeHTpP
np. JlediHa, 70

3anop XK

ObnacHa nikapHa im. [Nuporoea,
ObnacHWil MeguKO-TEHETUHHUA LUEHTP
Byn. MNuporoea, 46

BiHHWLA

ObnacHa guTada KniHiYHa nikapHa
MeguKo-reHeTUYHUIA LUEHTP

Byn. PagsaHceka, 68

JlyraHcbk

OBnacHWil MegUKO-TEHETUYHUW LUEeHTp,
Byn. [NpeobpaxeHckKa
KipoBorpan

ObnacHWil MeguKo-TeHETUYHUW LUEHTP
Byn. WWee4eHka, 10
NMonTtaea

ObnacHWil MeguKO-TEHETUHHUW LUEHTP
Byn. leeyeHka, 160
YepHirie

XepcoHcbka obrnacHa KniHiYHa guTaYa nikapHs,
ObnacHWil MeguKo-TeHETUYHUW LUEHTP

Byn. YKpaiHcbKka 81,

XepcoH

[Tonoroeuit ByguHok Ne1,



ObnacHWin MEOWKO-TEHETUHYHUA LUEHTP,
Byn. Yexoea 101,
Yepkacwu

[iarHOCTUYHWA UEHTP,
Meguko-reHeTu4yHa KoHCynbTaylsa
Byn. 16 nunHA, 36,

PieHe

ObnacHa guTta4a KniHi4Ha nikapHs,
Meauko - reHeTU4HWK KabiHeT

Byn. KoHoBanbusa, 132

IBaHO-P paHKIBCbK

ObnacHWin MegWU4HWW QlarHOCTUYHUIA UEHTP,
Meguko - reHeTU4HMA KabiHeT

Byn. Ctactoka 5a,

HepHiBui

OBnacHWl UEHTP OXOPOHW 300POB' A MaTepl | AUTUHM,
LleHTp nnaHyBaHHA ciM'| Ta penpoaykuii NioguHu,
Meguko - reHeTU4Ha KOHCyNbTaUida

eyn. Cabypoea, 2a,

Kutommp
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