PeLleCUBHMI TUN
ycnagaKyBaHHS

IHpopMaLia ond nauieHTIB
Ta IX ciMeun



PeuecMBHMI TUN ycnaaKyBaHHA

s iHopmauisa npo Te, Wo Take peuecUBHUW TUN ycnagkyeaHHA
| AK MOXXHa ycnagKyeaTu peuecuBHe 3axBoploBaHHA. [Ana
PO3YMIHHA peUecuBHOro TNy ycnagkyBaHHA KOPUCHO disHaTUCh
NpPO FeHW | XpOMOCOMM.

NeHu | xpomocomm

Haw opraHiam cknagaetecA 3 MiNbWOHIB KNITWUH. BinbLWicTb
KNITUH MICTUTE NOBHWIA HaBIp reHie. MU MaemMo TUCAYI reHis.
['eHW MICTATL IHCTPYKUIT, 3rigHO AKMX KOHTPONKKTLCA
HUTTELIANBHICTE HALWWOro opradiamy. BoHw BignoeigatTe 3a
DaraTo HallWxX O3HAK, TAKUX AK KOMIp o4eu, rpyna KpoBi Ta picT.

['eHK 3HAaxXoAATLCA HA HUTKONOQIDHWX CTPYKTYpax, Wwo
Ha3WBaKTLCA XpoOMOCcoOMamK. 3azeudaun, y DINbWOCTI KNITUH MK
maemo 46 xpomocom. Mu ycnagkoByeMO XpOMOCOMM BIg HaLLWMX
DaTekiB, 23 Big maTepi Ta 23 Big baTeKa y pe3ynbTaTi 4oro y Hac
e ABa Habopw no 23 xpomocommn abo 23 "napu”. OCKINbKK,
XPOMOCOMW CKNagatTkCA 3 reHie, MW yCcnagkoByemo ABi Konii
DinbLIOCTI reHie: No oAHIA Konii Big maTepi Ta baTeka. Le i e
NPUYUHOK TOrO, WO MW YacTo nNogibHi 4o Hawwunx BaTbKIB.
XPOMOCOMMW, & TOMY | reHK, CKNagawTbcsa 3 XiMIYHOT pe4OoBUHM,
AKa HasueaeTecA [JHK.

|[HKONKW, B OQHIN Konil reHa moxe DyTu amiHa (MyTauiqa), aka He
O03BONAE npauyloBaTi MexaHiamam HaneXHUM YMHOM. HKLo
MyTauia BigbyBaeTbCA TiNbKWM B OQHOMY 3 Napu reHie, a iHWWI
reH HopMansHWIA, TO NpW peuecuBHOMY TUNI ycnagKyBaHHA Ue
He NPU3BOAUTL A0 reHETUYHOIO 3aXBOPHBAHHA.



MantwoHok 1: N'eHn, xpomocomu T1a [1HK

i Clinical Skills Ltdl

LLlo Take aBTOCOMHO-peLEeCUBHUM TUN YyCNaaKyBaHHA?

[esk 3axeoploBaHHA yCNagKoBYOTLCA 32 peLeCUBHUM TUMNOM.
Lle o3Ha4ae, Wwo ocoba, AKka mae Taki 3aXBOpPHOBaHHA NOBUMHHA
ycnagkyBaTwh ABI 3MIHEHI Konil ogHOro reHa (no ogHiin aneni ig
KOMHOro 3 batekig). AKWO NoguHa ycnagkoBye oaHy 3MIHEHY
KOMIK reHa, a iHWy HopmankeHy, To BOHa byae 340pPOBUM HOCIEM,
OCKINBKW HOpManbHa Konia reHa KoMNeHcye 4iko 3MIHEHOro reHa.
Axkwo Bu € HoCIEM, TO Ue 03HAa4aE, WO ¥ BaC HEMaE
3axXBOpKOBaHHA, NpoTe ¥y Bac oguH 13 napu reHie € amiHEHWNA.
lNpuknagamuM aBTOCOMHO-pPEUEeCUMBHOrNO 3aXBOPIOBAHHA €
MyKOBICUWO03 Ta CepnoBMaHa KNiTUHHA aHeMmisA.
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Ak BinbyBaeTLCA ycnaaKyBaHHA pelecuBHMUX
3axXBOpHBaHbL?

ManioHok 2: Ak peuecMBHI 3aXBOPHOBaHHA NepenardTLCA Big
PaTbKiB AiTAM

HOCIIA HOCIK

reH

ypaXeHun
reH

HeypaMeHWh  HOCINH HOCIW ypaxeHUI
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Akwo oboe DaTbKIB € HOCIAMW MyTaUil OQHOro U TOrO X reHa, To
BOHW MOXYTb NepegaTtv CBOIM AITAM, AK 3MIHEHWW TaK |
HopmaneHWA reHn. Ue BigbyeaeTeCA BUNAQKOBO.

Akwo oboe DaTLKIB € HOCIAMKW MyTau il OQHOro reHa, TO PU3MK
HapoOXXeHHA XBopol AUTUHK cknagae 25% (1 3 4). TobTo,
MMOBIPHICTE HAPOOXMEHHA 340POBOI AMTUHKM cknagae 75% (3 3
4). Lla nmoBipHICTL 30epiraeTbCcA Npu KOXHIA BArTHOCTI | HE
3aneXmTb 41 TO XNOMNYMK, YXU TO QIBYMHKA.

3 umoeipHicTio 50% (2 3 4) guTUHaA MOXe ycnagkyBaTu Big
DaTbKiB NULWE OQHY KONIK ypaxeHoro reHa. Y Takomy Bunaaky
OuTuHa Byge 30opoBUM HOCIEM, AK | DaTbKK.

HapewrT, icHye umoBipHICTE 25% (1 3 4) ycnagKyeaHHA OBOX
HOpManbHWX KON reHa Big KOXHoOro 3 batbkie. Y Takomy
BUNAOKY AWTWUHa Dyae 340pOoBoK | He Dyae reTepo3nroTHUM
HOCIEM.

Lli MmoxnuBi kombiHaLii BUHMKAOTL BMNaAKOBO.
MMoOBIpHICTL 3aNMIWLAETLCA HE3MIHHOK ANA KOXHOI
BariTHOCTI | € 0QHAaKOBOK ANA XNONYMKIB | AiBYATOK.

A AKWOo AMTMHA € NepLor 0coboK B pOAUHI, XTO MaE
3aXBOPHOBAHHA?

|lHKONW, OUTUHA, AKa Hapogunachk 3 peUyecUBHUM reHeTUYHUM
3aXBOpPIOBAHHAM, MOXe BYyTK nepLuoko ypaeHoto ocobolo B
poguHi. Heaeaxaw4u Ha Te, Wo DaraTto ocid y poguHi BNpoO0oBXK
NoKoniHb ByNK HOCIAMW, AWTUHA HAPOAWTLCA XBOPOID NULLE NpU
YMOBI yCnagKyBaHHA 3MIHEHOTO reHa Big maTtepli Ta eig baTtbka
OQHOYacHO.

BctaHoBneHHA HOCIACTBA U aHani3M nig 4ac BaritTHoOCTI

PekomeHgauii HagatTeca ocobam, y poguHax akux Dynu
BUNAOKW aBTOCOMHO - peLUecMBHUX 3aXBOpOBaHb. AHani3 Ha
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HOCIMCTBO pekomeHayloTh, Wob nepesipuTi 4K € obugea
napTHEPW HOCIAMU ypaxeHoro reda. LA iHdopmauia saxnuea
npwW nnadyeaHHI BanTHoCTI. [nA geaknx peyecnBHux
3aXBOpIOBaHb MOXHAa NEepeBIpUTA YW OUTWHA ycnagkyeana
XBopoby we nig 4ac earitTHocTi (Binbwe IHgopmMauii npo Taki
aHaniau MmoXHa gisHatuca 3 bykneTie npo Bioncii xopioHa K
amHioueHTes). B noBuHHI obroBopuTK Ui pekomeHgauil 3 eawmnm
nikapem abo haxieuem y ranysi OXOpoHW 300pOB'A.

IHWi YyneHu cim'i

AKWO XTO-HEDYOL Y pOAWHI MAE rEeHETUYHE 3aXBOPIOBAHHA YU €
HocieM myTauil, TO BU NOBMHHI NOBIQOMWTA NPO UE [HLIMM
yneHam cim'. Lle gacte MOXNUBICTE IHWKWM YNeHam poauHK
30aTW aHanis Kpoei 4nAa nepeeipkyu HOCINCTEA UbOro
saxBoproBaHHA. LA iHdopmayia € KOpUCHO ANA 4iarHOCTUKK
IHWKWX 4YneHie poguHu. Lle ocobnuveo eaxnMeo 4N8 TUX poawndie,
AKI BXe MaloTe giTel abo nnaHyTe MaTu giTeid y ManbyTHeOMY.

Yacom niogam € JOCUTE BaXKKO NOBIQOMWTWA YneHam CBOET
POAWHW NPO reHeTU4He 3axBoploeaHHA. MOXNMBO, BOHMK
XBWAKOKOTBLCA LWOA0 NOPOAMEHHSA 3aHENOKOEHHSA B poauHi. [eski
noau BTpadvalTe KOHTAKTKU 3 poaMyamMu | Big4yBalTb TPYQHOLWI Y
CNiNKyBaHHI 3 HUMW. 3a3Bu4ai, paxieui 3 reHeTUKKU MaKTb
BENWKWIA goceig poboTK 3i CiM'AMKM B TAKUX CUTyaUIAX | MOXYTh




pgonomorti Bam obroBopuTy UKD CUTYaUIKO 3 IHLUMMK YNeHaMmK
POAUHW.

JanamMm’'atanmTte

v [na Toro, wWob po3BMHYNOCA 3axBoploBaHHA, ocoba
NOBWMHHA ycnagkyeaTw OBl 3MIHEHI Konil ogHOro reHa, no
OOHIA Big KOXHOro 3 batekie (MMOBIPHICTE 25%.) AKwo
navHa ycnagKkoBye TiNbKW 0gHY 3MIHEHY KONilO reHa, To
BoHa byae sgoposBuM HocieM (AmoBIpHICTE 50%). PisHi
pe3ynbTaTh BUHMKAKTE BUNAOKOBO. IMOBIPHICTb
3annWaeTbCA HE3MIHHOK ONA KOXHOI BariTHOCTI | €
OQHaKOBOK ANA XJIOMNYMKIB Ta AIBYATOK.

. 3MIHM reHiB He NIKYKTeCA — BOHW 3DepiraloTeCa yNpoaoBXK
YCbOro XUTTA.

. SMIHEHUMWU rEHaMW HE MOXXNWMBO 3apasuTUCh Big IHLKMX
nogen. Tomy, HOCIT MOXyTe DYyTHU QOHOpPaMK KPOBI,
Hanpuknag.

. JTrogun yacom Big4yBakTh NOYYTTH NPOBUHW 38 BUHUKHEHHA
reHeTUYHOro 3axXBOpPOBaHHA Yy poauHi. Baxxnueo nam'atatu
-y UbOMY HEMAE HIYMET NPOBUHM | HIXTO He 3pobKMB Yorock
Takoro, wo © npueeno 4o po3BUTKY 3aXBOPOBaHHA.

Lle Tinbkun KopoTKa iHpopMaUisa Npo peuecuBHUA Tun
ycnagkyeaHHA. binbwe iHopmauil MOXHa Qi3HaTUCh:

Orphanet

BeskowToBHUW BED-calT, AKWW Hadae IHOpPMAaUi NPO PIAKICHI
3aXBOPHBAHHA, KNiHIYHI BUNpoDYyBaHHA, NiKKW Ta NOCKUNaHHA Ha
rpynu nigaTpumkn y Esponi

www.orpha.net

EuroGentest
BeskowToBHUW BED-CANT, AKWW Hadae IHopMaUi Npo
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reHe TU4HI ODCTEXEHHA Ta NOCUNAHHA Ha rpynu NIATPUMEKN Y
Eeponi

www.eurogentest.org

AGo y Bawin meauKko-reHeTU4YHIN KOHCYNbTaUil.

JlbBIBCBEKMIA MDKODNACHUA MeOWKO — rEeHETUHYHUIA LUEHTP,
OY «lHcTtutyT cnagkoeoil natonoriit AMHY »

Byn. M.Jlucenka, 31 —a,

JlbBiB

KniBCbKMA MixxoBnacHWA MmeguKo-reHeTUYHUIA UEHTP
Byn. Kociopa, 28/1

Megwko - reHeTndHid ueHTp YOACH « OXMATOWNT»
Byn. HopHoeona, 28/1

Meguko-reHeTU4HWIA KabiHeT
[HCTUTYTY negiaTpii, akywepcTtea | rivekonoriit AMHY
Byn.MaHyinscbkoro,8

KWiBCbKMW LUEHTp Megu4HOoI reHeTUKN
Byn. borosyTiBChKa, 1
Kuie

YKpalHCBKWUKW IHCTUTYT KNIHIYHOT reHeTuku XMY'
XapKiecbKWA cneuianisoBaHn MeguUKo-reHETUYHMIA UEHTP
np. MNpaegwn, 13

Xapkie

LleHTpankeHa KniHi4Ha nikapHa Ne1

HoHeusknin obnacHUid cneuianisoBaHW UeHTP Megu4Hol
reHe TUKK

Byn. Aptema, 57

NoHeubK

KpMMCBKWMIA cneuianisoBaHui Meguko-reHe TM4HUIA UeHTp
Byn. Tutoea, 77



Cimcpeponons

MixxobnacHuil UEHTP MeQUYHOT reHETUKKW | NpeHaTankHol
OlarHoOCT KK

nn. BuaeoneHHsa, 3 a.

Kpusun Pir

ObnacHa gutA4a KniHiYHa nikapHa

Ogeceknid cneuianisoaHU MeguKo-reHeTUYHUIA UEeHTP
Byn. akag. Bopobioea, 3

Opeca

3anopizbkM obnacHMin MeguKo-reHeTMNHUIA UEeHTp
np. Jledida, 70
3anop KA

ObnacHa nikapHs iM. lNuporoea,
ObnacHWil MEOVKO-TEHETUHHWUA LUEHTP
gyn. lNuporoea, 46

BiHHuuA

ObnacHa guTAYa KniHiYHa nikapHa
Meguko-reHeTUYHUKA LUeHTp

Byn. PagaHceka, 68

JlyraHcbk

ObnacHWin MeguKo-reHeTUYHUA UEeHTP,
Byn. NpeobpaxeHckbka
KipoBorpag

ObnacHWin MeguKo-reHETUYHUW UEeHTP
yn. LLee4yeHka, 10
Montaea

ObnacHWin MeguKo-reHETUYHUW UEeHTP
Byn. lLes4eHka, 160
YepHirie
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XepcoHckka obrnacHa KniHiyHa gutada nikapHs,
ObnacHWid MeQUKO-TEHETUHHUA LUEHTP

Byn. YKpaiHceka 81,

XepcoH

[Tonoroemin ByguHok Ne1,

ObnacHWin MeauKo-TeHETUHYHUWA LUEHTP,
eyn. Yexoea 101,

Yepkacwu

[iarHOCTUYHWIA UEeHTP,
Megwuko-reHeTU4Ha KoHCynbTauisa
Byn. 16 nunHa, 36,

Piene

ObnacHa guTtda4a KniHivHa nikapHsa,
Meguko - reHeTU4HMA KabiHeT

eyn. KoHosaneus, 132

IBaHO-P paHKIBCbK

ObnacHWil MegWU4HWK QlarHOCTUYHUIA UEHTP,
Meguko - reHeTU4HMA KabiHeT

Byn. Ctacioka 5a,

YepHiBui

OBnacHWin UEHTP OXOPOHW 340POB'A MaTepi | ANTUHN,
LleHTp nnaHyBaHHA ciM'T Ta penpoaykuii NauHu,
Megwko - reHeTU4Ha KOHCyNbTauis

Byn. Cabypoea, 2a,

HKutomump
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Mepeknagexo 3 nuctieok Guy's and St Thomas' Hospital, NlorgoH,
BennkoBpwurania; Ta London IDEAS Genetic Knowledge Park,
BenukobputaHia.

MNepeknageHo cnispobBiTHUEAMK BIOAINEHHA QIArHOCTWKWM CNaaxkoBol Naronorii,
Y «lHcruTyT cnagkoeoi natonorii AMH Ykpainue, 3a pegaruieo MannHm
Makyx.

Cepnenb 2009

3a niatpumen EeporeHTecty (EuroGentest) Ta €Eeponenceroro Coway (y
pamkam nporpamun FPE Network of Excellence, Homep yrogn 512148)

IntocTpauii Pibekwn x. Kenr

. Genetic
www.rebeccajkent.com i
rebecca@rebeccajkent.com E ur tBSt G"-‘::;T:s'



