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DITW TEHETUKHK



COHsi Feprep Ta EJioA4i rapcis

ApHo,
MaAeHbKull 2opodeyp

AITU TEHETUKHU




APHO — UAPIBHUIA MaJICHbKUNA
FOPOGUMK, CMIOBHEHUWA >KUTTEBUX CUJI,
TaK SK i BCi MaJieHbKi ropo6ui moro
BiKY.




AJie 0LHOro pasy BiTep NPMHOCUTD
MKAXJIMBY HOBMHY MO0 6aTbKam.



BUSBNISETLCS, WO APHO CTparKaae BiL,
XBOPOGW 3i CTPAWHOK i HEBUMOBHOI
Ha3BOl, SKa 3a6epe y Hboro Bce Te
npeKpacHe, Wo BiH 3006yBaB poKaMMm.




OALHOro OCiHHbOIO PaHKY, WOMHO JIUCTS
novaJsio onanatun 3 nepes, xBopooa
ApPHO nocTykana y nBepi, Wo6
no36aBUTW MOro 34,aTHOCTI JliTaTw.

baTbKN MaJieHbKOro ropo64nKa ripko
NJNavyTb HaBITb Bifd, OLHIEI AYMKN, WO
TXHS AUTUHA CKOPO BXKe He 3MOXKe
NiTaTn Ta Ni4HiMaTK CBOI KpUJbus B
6J1aKUTHE He60.

«$ 3Hal, WO ye Hecnpase.nJiMBo,
- weno4e M BiTep, NpoTe

He 3a6yBainTe, Wo Y APHO

€ We Oy»e 6araTto iHwux
30,i6HOCTEN...»

I HiI6GM NOBTOPKKWUN 32 BITPOM CKa3aHi
HUM CN0Ba, APHO NMOUUHAE ChiBaTK
6a.4,b0p0, 3 YCMIWKOK Ha BYCTax.
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OLOHi€l X0J100,HOI 3UMOBOI HOMi, KOV
GiJINM i NYXHACTWUIN CHIr NOBHICTH
NOKPUB 3eMJ1l0, XBOpo6a APHO We pa3
nocTykaJsia y Agepi, Woé uboro pasy
N036aBUTWN MOro 30aTHOCTI CNiBAaTH.

baTbkM APHO CUJIbHO NJ1a4YyTb Bin, TiEl
AYMKW, WO He3a6apoM BOHU HiKOMN
BXe He 3MOXKYTb NMOUYTU, K TXHiN
YJI06J1eHUIA CUHOUOK Webeve Ta
CniBae NpeKpacHi NicHi.

«S 3Hal, WO ye TaKo>K
HecnpaBenJiMBo, - NPOO,0BXKYE
WenoTiTK M BiTep, npoTe

He 3a6yBanTe, Wo Y APHO

€ We AysKe 6arato iHWnx
30i6HOCTEN...»

I HIGW NOBTOPIOKOUYM CJ10Ba BITPY,

APHO LMBUTLCS HA 6ATbKIB NOMISAO0M,

CNOBHEHUM BeJInve3HO! HiXKHOCTi, 3
0 NPeKpacHo YCMiWKOK Ha BYyCTax.
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OLHOr0 COHSYHOIr0 BECHSHOro AHs,
KON L4epeBa NOUNHAKTb KBITHYTH,
XBOpo6a APHO 3HOBY NOCTyKawna y
ABepi, Woob BiLiopatu y Hboro 3ip.

baTbKWU NTAWEHSTU FipKO Ny1a4yThb
HaBiTb BiO, OOHIEI AYMKK, WO
He3a6apoM ApPHO Gislbwe He 3MoXKe
MWUJTYBATUCS NPEeKpPacHUMU KOoJlbopamu
i 6apBaMnN HABKOJIMWHDOIO CBITY.

«$ 3Hal, WO Ue Bce OyXKe
HecnpasenJnBo, - UbOro pasy
TaKoXX wenve M BiTep, NpoTe
He 3a6yBainTe, Wo Y APHO

€ We Ay>Ke 6arato iHWux
30i6HOCTeM...»

I HiIGW NOBTOPIOKOUYM CN10BA BITPY,
APHO YBaXKHO CJylyXxae, Wo6 nokaszatu
6aTbkaM, WO BiH TX UYE, 3 YCMiIWKOL0
Ha ByCTax.




OALHOro CNeKoTHOro NiTHbOro Bevopa,
KOJIN COHEUKO 3aX0LMUTb 38 FOPU30HT,
XBOpo6a APHO B YeproBuin paz CTyKae
Y [ABepi K1 N036aBJ1S€E MOro 3.40,aTHOCTI

vyTH.

baTbKM NTAWEHSTU AY>Ke CUIbHO
NNa4YyTb HaBiTb BiO, OLHIEl OYMKHK, WO
He3a6apomM ApPHO 6GiJibwe He 3MoXKe
YYyTU NPEeKpacHUX MeJ10L4ilnHMUX niCeHb,
SKi CNiBa€ MOMY KOXXHOro [OHS MaTw.



Tonoi 6aTbKM, 6a4Yavn 6e3BuXiob
CTaHOBMWA, NPOCTO Kpu4athb y
po3nauvi:

«I WO > Tenep 3aJIMWaeThCs
HAWiN LUTUHI?!I»
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«M0A4MBITbCS YBAXKHO, BiTep
3BepTAETHCH 4,0 HUX, Y HbOIO
3anmwmnanacs moro nocMiwka. Tak,
XBOpo6a 3a6paJia y Hboro Bce,
aJie 3aqiMwuanach Moro NOCMiwka,
SKa NoKasye Moro BeJimyesHy
JI0608 0,0 BaC...»




MUHaE Yac i 3MiHIOITbCS NOPU POKY.




Ane Ha 06J1MU4i APHO, HIGW Bi4HA,
3aqimwuaiacs Muia NoCMIwWKa,
NOCMiIWKa, SK BiAnNO0BiOb HA JIHGOB,
SKa 0TOUYE MOro HaBKOJ10, NOCMiWKa
SK BiANO0BiOb XXUTTH.



XBOp06a HiKOJIM He 3MO0>Ke N036aBUTH
APHO 0ro NOCMiWKM.

[,aBaite noroBopMmo!

Cnpo6yiTe NpoLOB>KUTK Ul iCTOPil0 pazom
3 LiTbMUW. 3aNUTaHHS, SKi BU 3HaOeTe Ha
HACTYNHi CTOPiHUi, 3MO>KYTb BaMm
[ONOMOI TN Y BAWWUX pPo3aymax.
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UM 3HAEW TW KOrocCb, XTO
XBOpi€ a60 KONM-He6y.ab MaB
XBOPOGY, CXOXKY Ha XBOPO6Y
APHO?

K TM OyMaew, Wo BiavysalTb
6aTbKU APHO? THIB,

CMYTOK, HecnpaseAaJnBiCTb,
CaAMOTHICTb?

Wo Tu BiAvYBAEW, KON
NOMWUPAE XTOCb, KO0 TU AYy>Ke
Jenw?

UM 3HAEW THU, WO KOXKHA
JN0AUHA MOXKe BinvyBaTK pisHi
eMOUil 3HaUYM WO XTOCb Mae
CKOpPO NOMepTH?

Wo TM AymMaew
Npo APHO?

Hanpuknan, o4Hi MOXYTb
CUJIbHO CYMYBATH, & iHWI
novysaKTbCs 3JIMMU. BOHU
TaKOXX MOXKYTb BUparKaTtu

CBOI NOUYYTTS ¥ AY>Ke Pi3HWA
cnoci6, nnayem, HepsoBUM
CMiXOM, KPUKOM a60 NpocTO He
BUKA3yBaTU >XOAHOI eMOVil...

UM 3HaETE BU, WO LiTH, TaK
camo K i A0pOCali, MOXKYTb
603TUCA CMEPTi i IM Ba>KKO Npo
ue roBoputu? ika TBOS JyMmKa
CTOCOBHO UbOro?

AKWO TU BiavyBaew

noTpe6y NOLINUTUCS CBOIMU
nepex<MBaHHIMKU, He COpoMCS,
B 6yAOb-SIKUiA Yac, T MOXKew
npo ye NoroBOpWUTH, BOHO Niae
TOGi Ha KOPUCTb.

Mpo meTaxpomaTuuHy nemkogmucrTpodito

TepmiH nenkogncTpodis BiAHOCUTHCA 4O FPYNu 3axXBOPHOBaHb
rEHETUYHOIO MOXOMKEHHS, SKi BpaXkatoTb Mi€fiH rosIOBHOrO MO3KY,
CBOEPIAHWI BUA i30NALIMHOI Ta 3aXMCHOI 060MOHKN, Ka OTOYYE

HEpPBU Ta HEMPOHM Ta 3abe3nevye iX HanexHy eneKkTPonpPOoBIAHICTb.
JlenkogucTpodoil - Lie AereHepaTMBHI 3axXBOpPIOBaHHSA. Ha gaHun

MOMEHT HanivyeTbCs AeCATKM hopM nenkogmuctpodoin. B 3anexxHoCTi
Big TMNYy NenkoamncTpodii CUMNTOMM MOXYTb Bigpi3HATUCS. 3aranom,
HEBPOJIOTiYHI NPOSBM MOXYTb BUHUKATK B OyOb-AKOMY BiLli i MOCTYNOBO
HapocTaTu, cepeq HUX po3nagun piBHOBaru, TpemMop, PyxoBi po3naaw,
iHTeNneKTyanbHi po3naaun (Taki Sk nam’sitb, PO3yMiHHS, MOBEAiHKa),
CEHCOPHI po3naaw (3ip Ta cnyx). 3aranom Li 3aXxBOpHOBAHHSA He
NiggarTbCs NiKyBaHHIO, i Lie YacTo NpM3BOANTbL 40 NepeavyacHoi CMepTi.
[na geskux TvMniB NnemkogucTpodin, cyvacHi gocnigKeHHs HabyBaloTb
00epTiB Yy BM3HAYEHHI KOHKPETHUX METOAIB MiKyBaHHSA, LLOO YNOBINbHUTA
NPoLEeC 3aXBOPKOBaAHHSA. Y pasi MeTaxpoMaTUyHOI fIenKogmucTpoqoil icHye
3 nigTMnun: nisHsa iHaHTUNbHa dopma (60%), roHaubka dopma (20-30%)
i gopocna gopma (10-20%). Mi3Ha iHbaHTUNbHa opma NOYNHAETLCS Y
BiLli, KOS ANTUHA BYNTBCSA XOAUTU, 3 MPOrPeCYoHOL0 NOSABOK po3rajis
TPaBMNEeHHS Ta KOBTaHHS, NPUCTYNaMK enifiencii, Ta Nporpecyryor
BTpaTolo xoabbu, MOBK, 30py Ta Cryxy, WO NPU3BOAUTb A0 PaHHbOI
cMmepTi.

Mpo aBTOopa

MeguuHnin cekpetap CoHsl eprep Bxe 6araTto pokiB 3aiMa€eTbCs
GaratbMa nauieHTaMu, 3 Pi3HUMMU FTEHETUYHUMM 3aXBOPHOBAHSMM.
MocTiHe cninkyBaHHA 3 HUMU, HAOUXHYIO 1T HA CTBOPEHHS i€l cepii
KHUI Mpo AiTen reHeTukn. KHurm uiei konekuii npocTMmm 1a 3po3yMinvmu
CrnoBamMu BUCBITMNIOOTb NPOBNemMM 3 SKMMM Lii NoAn 3iLUTOBXYHOTbCSA
LLOOHS .

Mpo InocTparTopa

Enogai Mapcia. NpadiyHuin gusanHep, aBTop Ta iNOCTPaToOp OUTAYNX
KHWXXOK Ta KOMIKCiB. [enikaTHiCTb il MantoHKiB A03BONSE i1 NErko
AOHOCUTUM 4O YMTayva CKnagHi pedi. InocTpyroun cepito KHur «Litn
rEHETUKNY, BOHA CMOAIBAETLCSA OMOMOITU CiM’IM, SIKi CTUKAKTbCA 3
PiAKICHUMYK 3aXBOPIOBAHHSMM.



Mpo Acouiauiro ARGAD

Acouiauis gocnigXeHb y ranysi reHeTUKM Ta NIATPUMKK CiMen Ta
cneuianicTiB OixxoH-ByproH (ARGAD) € HenpubyTKOBO acoLiiauieto
3rigHo i3 3akoHoM 1901 poky, cTBopeHo y BepecHi 2010 poky.
ARGAD 3armaeTbcs YNCNEHHUMWN BUAAMMU AisiNbHOCTI:

* [okpalleHHs ymMoB npunomy Ta gornsagdy 3a nauieHtamu 3
PiAKICHMMIW 3axXBOptOBaHHAMU B BypryHgii, B pamkax eHeTn4Horo
ueHTpy AdbkoHcbkoro CHU;

. MigBULLEHHS piBHS 00i3HAHOCTI MeAUYHNX NpaLiBHUKIB
perioHy BypryHaia Ta LUMpoKoi rpOMafACbKOCTI WoJo PiaKiCHUX
3axXBOPHOBaHb;

. CnpusiHHS KpalLwii Ta BOOCKOHAMEHIN NigroToBLi MeguyHnX
npauiBHUKIB, SIKi 3anMatoTbCA PiAKICHNMM 3aXBOPHOBAHHSAMU;

. [, niaTpMMaHHA KNiHIYHUX Ta GioNOriYHKMX OOCTioKEHDb B
obnacTi reHeTU4YHUX MyTaLii, NOB’A3aHNX 3 aHOMarnissMn PO3BUTKY
Ta iHTenekTyanbHUMKN Bagamu B bBypryHgi.

LLlo6 nigTpumatn Acouiauito APTALL Ta ii micito,
BigBiganTe Haw canT: http://www.translad.org/

Mpo Fondation Ipsen BookLab

lMpaBgvBa nepegadya Haykm rpoMafCbKOCTi € CKNagHO, OCKISTbKK
HayKoBa iHdhopMaLligd 4acTo € TEXHIYHOL | MPU3BOANTL A0 NMOLUMPEHHS
HepocToBipHOT iHdopmalii. Y 2018 poui Fondation Ipsen 3acHyBana
BookLab, 106 3agoBonbHUTY Lo NoTpedy. MNMybnikauii BookLab
CTBOPIOKOTHLCS LUMSAXOM ChiBrpaLi BYEHNX, NiKapiB, XyAOXKHUKIB,
aBTopIB Ta AiTen. ICHyto4M B NanepoBOMY Ta €fIEKTPOHHOMY
dopmaTax, a Takox Kinnbkoma moBamu, BookLab Hagae kHurn y
OinbLue Hixx 50 KpaiHax CBiTY Onsl N0AEN Pi3HOro BiKy Ta KynbTyp.
My6nikauii Fondation Ipsen BookLab 6e3koToBHO HagatoTbCA
Lkoram, 6idniotekam i nogsam, ki nepedyBatoTb y BaKKOMY
crtaHoBuLi. MNMpuegHancs go Hac! OTpumanTe AOCTYN A0 HALLUMX KHUF i
noainiteca HUMM, BiaBigasLy www.fondation-ipsen.org.

KHury # 10.5
NoAiNiTbCH CBOEH AYMKOW!

ISBN : 978-2-493373-22-9 (npykoBaHa kHura_chpaHLiy3bka Bepcisi)/ 978-2-493373-25-0 (ePub_cbpaHLiy3bka Bepcisi)/
978-2-38427-007-1 (apykoBaHa kHura_aHrmiicbka Bepcis)/ 978-2-493373-28-1 (ePub_aHrniiicbka Bepcist)/
978-2-38427-010-1 (apykoBaHa KHura_icnaHcbka Bepcisi)/ 978-2-493373-31-1 (ePub_icnaHcbka Bepcist)/
978-2-38427-013-2 (npykoBaHa kHUra_kutaicbka Bepcisi)/ 978-2-493373-34-2 (ePub_kuraiicbka Bepcisi)/
978-2-38427-016-3 (apykoBaHa kHura_ykpaiHcbka Bepcis)/ 978-2-38427-019-4 (ePub_ykpaiHcbka version)

=]

© ®oHg InceH Fondation Ipsen, 2022
Fondation Ipsen 3Haxodumscs nid ezidoro Fondation de France

www.fondation-ipsen.org

Texkct: CoHsi ['eprep

Intoctpauii: Enogi Mapcis

HaykoBa ny6nikajs: AcoLiaLlis focnigpKeHb Y ranysi reHeTUKN Ta MIATPUMKM CiMel Ta cnewjjanicTis y
[Hixon-byproHai (ARGAD - Association de Recherche en Génétique et d’Accompagnement des familles
et professionnels de Dijon-Bourgogne)

Mepeknag: Onbra Mapkosa Ta KatepuHa KoHgpalibka

Pepakuisi: Céline Colombier-Maffre

BnepLue onybnikoBaHo paHLy3bka MOBOI B YepBHi 2022 poky
OpwuriHanbHuit TekcT: © CoHs eprep, 2022
OpuriHanbHa ny6nikavis: © Fondation Ipsen (®oHg Incena), 2022

®paHuy3bkui 3akoH Ne 49-956 sig 16 nunHs 1949 poky Npo BUAAHHS, NPU3HaYeHi Ans Momogi,
3MiHeHo dpaHLy3bkum 3akoHom Ne 2011-525 Big 17 TpasHs 2011 poky.
0608'53k0BUI AENO3WT: TpyLAeHb 2022 poky

[pyk Ha Bumory, ®oHg InceH, Mapux, PpaHLis
ePub Bepcis : www.flexedo.com

He npogaetbes - 6e3KoLLTOBHA KHUra


https://forms.office.com/Pages/ResponsePage.aspx?id=amt3nsymr0-gVKUCFTvrAQ2uKc_-HoxLn0SIQuPXFalUMlQwVUlDT0g5NlNYUEtPUFhIMlNHWVo4My4u
http://www.translad.org/faire-un-don/don.html

APHO — NpeKpacHUiA MaJneHbKuiA FrOpo6UmK,
CNOBHEHWUM >KMUTTEBUX CUJ1. AJle 0LHOr0 pasy BiTep
NPUHOCUTb CYMHY 3BIiCTKY MOro 6aTbkam npo Te, Wwo

APHO 32XBOpIB, i U3 XBOpPo6a 3a6epe B HbOro Te
npexkpacHe, Wo BiH Ha6yBaB poKamMu.

MpoTe nepen, 06JIM4Y4IM HecnpaBedJiMBOCTi Y APHO
3aJIMWAETbCS MOro NOCMIWKA, SK BiYHMIA cnoran, npo
MOro nepe.nvacH1in noviT.

«Y CBOEMY XUTTi 4iTK 3iLUTOBXYOTbCA 3 BaraTbma npobremamu.
Mpo xBopoby BaXKO rOBOPUTM 3 AUTUHOH. Lli KHUIM NOSICHIOKT, WO KOXHA AUTHUHA
CUMbHa i WO i1 AyX BULWWIA 3a Byab-iKy XBOPOBY.»

- Oxenmc A. JleBiH
[okTop dhinocodii, npochecop, ®oHp InceHa, npesnaeHT
www.fondation-ipsen.org
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