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NMamsaTKa 6bina BbiNyueHa Npu NoaaepXKe

@doHpa lNpe3upgeHTCKUx NpaHTOB L_ITO TAKOE A”bEVlHVl3M')

W3HavanbHo cunTanochb: Ha ceropHsILUHWIA AeHb:

npexzae BCero — 3To KoMrJjieKkcHas,
BPOXAEHHaS, npemMmyLiectBeHHoO
rnasHasa nartonaorus

BPOXAEHHAsA rMNonUrMeHTaLus
KOXW, BOJIOC W rnas

KIMTMHNYECKUE MNMPOABJIEHNA AlTbBUNHU3MA

FnasHble NnposiBNEeHUA:
o [UNOMUrMeHTaLUUsA pagy>KKu
o UNOMUrMEHTaLMSA MUTMEHTHOIO 3MNUTENNUSA CETYATKU
o [unonnasua Makysbl
o HapyLieHve nepeceyeHmns oNTUYECKUX HEPBOB

%X Koopannaumonusii Llentp
TOJJIEPAKKH NMAllHEHTOB C K akK chn eA cTBMUeE:

ANLOHHU3MOM
o CBeT060A3Hb
o CHWXeHWe OCTPOTbl 3peHus
e Hucrarm
o Am6nuonus
o Kocornasue
e AcTUrmMatuam
o [MnepmeTponusa unn Muonus
o HapylueHne TpéxmepHoro 3peHus

www.albinism.org.ru

LleHTp pefknx 3a6osieBaHWI, CBA3aHHbIX C OPraHOM 3peHust
+7 925 290 7360

VHble BO3MO)KHble acnekTbl ¢eHoTuna:

MpesngeHT MUIMBA Papyxka 'eHuHr ManvHa HukonaesHa
+7 985 882 5169 rI/II'IOI'II/IFMeHTaLl,I/Iﬂ KOX>X1 1 BONIOC
Mpo6nemMbl co CBEPTbIBaHMEM KPOBU
Xp0HV|quKoe BOCManeHne KuievyHmnka

NMamaTka G6binia cocTaBneHa npu ydactum AHtyaHa MnukcoHa — ®un6pos nerkux
KoopanHaTtopa Muposoro AnbsiHca Accoumaunin Anb6uHN3ma f"



Bce 3TO anboviHN3M...
Bonblwaa u3MEeHYMBOCTb d)eHOTVII'Ia

reHeTnka anbouMHNU3MaA

21T eH (M3BECTHO COBPEMEHHOW HayKe):

e 7 reHoB (FNa30-KO>XHbl1 anb6UHU3M)

e 2 reHa (FnasHom anb6UHU3M)

e 11 reHoB (Cungpom NepmaHckoro-rlygnaka)
¢ 1reH (CuHgpom Yeguaka-Xuracu)

[ rer [ un aneomawa | Knaconomaum
TYR

OCA1
0OCA2 OCA2
TYRP1 OCA3
SLCA45A2 [Na30-KOXHbIN 0CA4
? anb6UHNU3M OCA5
SLC24A5 OCAb6
LRMDA OCA7
DCT OCA8
GPR143 [nasHoit anbbuHmam  OA1
SLC38A8 CuHapom FHONDA FHONDA
LYST Cuiapom Hepuaka: - cpyg
HPS1 HPS1
AP3B1 HPS2
HPS3 HPS3
HPS4 CuHapom HPS4
HPS5 epmaHckoro-Tlyanaka HPS5
HPS6 HPS6
DTNBP1 HPS7
Lessons of a day hospital: Comprehensive assessment of BLOC1S3 HPS8
patients with albinism in a European setting BLOC1S6 HPS9
Aurelie Marti | Eulalie Lasseaux | Khaled Ezzedine | Christine Leaute-Labreze | Franck AP3D1 HPS10
Boralevi | Clement Paya | Valentine Coste4 | Vincent Deroissart5 | Benoit Arveiler2,6 | BLOC1S5 HPS11

Alain Taieb1,7 | Fanny Morice-Picard1,2

a



Yto penartb?

CBsXXUTECH C NPeACTaBUTENSIMMN NaLMEHTCKON OpraHnu3aumm —
KoopZiMHaLMOHHbI LLeHTP NOAAEPXKKN NaLUEHTOB € anb6UHU3MOM:
+7 985 882 5169, info@aniridia.ru

3anuwuTech Ha NosiHoe o6cnepoBaHue B LieHTp Pekux rnasHbix
3a6oneBaHuii (KNMHUKa foKa3aTenbHoi MeanumHbl DocDeti,
www.docdeti.ru) no TenedoHy +7 902 504 3978 nnu yepes peructpartypy
KIMHMKKM +7 925 290 7360, ykasaB Ball AUarHo3

Ecnu Bbl n3 gpyroro ropoga n Bam Hergpe octaHOBUTbCSH
B MockBe, Bbl mo)keTe BOCNoOJsib30BaTbCHA 6ecnnatTHON
KBapTupomn ot ¢poHpa «CosupaHue».

NHdopmauyuma no pasmeuweHuro: +7 902 504 3978.

o CpainTte reHeTU4YeCcKne aHanunsbl Ana yToyHeHus
AuarHosa

Cpatb aHanunsbl MOXXHO B MIHL, nm. bBoyukoBa unu BO

BpeMsg MNMOJZIHOro o6cnepnoBaHunsa B LleHTpe Pegkux rnasHbix

3a6oneBaHnn (KJIMHUKA AOKa3aTesibHOM MeauLnHbI
DocDeti, www.docdeti.ru)

Ons Toro, YTo6bl CAATb aHaNM3bl BO BpeMsa MNOJIHOro
o6cnenoBaHnNs HYXXHO:

Co06LWMTb O HAMEPEHUN CAATb FreHETUYECKMI1 aHaM3 BO BPeMsi NMoJsIHOro
o6cnepgoBaHua +7 902 504 3978

HanucaTb gokTopy - HeliporeHeTuky LleHTpa PI'3 YKmypogoii - KpuBeHL,0BO

Anuce AHaTtonbegHe (alice.kriventsova@gmail.com).
B nucbMe ykasatb:
o Tema nucbma - ®UO naumeHTa 1 guarHos
o [MpukpenuTb UCTOPUIO GONe3HM (3aMoNHSET NeAnaTp WU TepanesT)
1 UMeloLLLuecs BbIMUCKU
o [pukpenuTb cornacus o6oux poauTeneii Ha cfady U UccnefoBaHue
KpoBW*.

*[1oNHas MHCTPYKLMS 1 06Ppa3Libl COrnacuii 6biiv OTNPaBIeHbl BaM Ha MOYTY BO BPeMs PerucTpayum

6

© Ba)kHO:

o [probpetute ans pe6eHKa cosHuUe3almTHble 04k co 100% 610KMPOBKOIA
ynbTpadroneToBbIX Nyyei

o [locelyaiTe opTanbMOsIOra He pexe OAHOMO pasa B 6 MecsLEeB

o [pK rnaso-koXxxHoi popme anb6UHU3Ma UCMONb3YNTE COMHLE3ALUUTHbIE
Kpema npu KaxxaoM BbIXofe Ha ynuuy. YnbtpaduoneT ecTb faxe B
nacmypHyto norogy!

o [pu rnaso-KoxHow hopmMe anb6UHU3Ma perynsipHo nocelaiTe
fepmarosnora

o [pun cuHApPOManbHbIX popMax anbGUHU3Ma, BO3MOXXHO, MOHAA06ATCS
KOHCY/bTaLn remaTtosora, mybMOHOOra, racTpo3HTeponora

. |-|0MHVITe, YTO BCEM MaLueHTam c al'lb6VIHI/I3MOM, KOTOPbIM He 6b110
NpoBeAEeHO creLnanbHoe reHeTUYecKoe uccnefoBaHune, HY>XXHO UMeTb B BUAY
BO3MOXHOCTb Hanumuua Cuuapoma lepmarckoro-Tyanaka unv CuHgpoma
Yeanaka-Xuracu.

B nepsble 6 neT 3peHue Bawero pe6eHka 6yaeT akTUBHO
pa3BuBaTbCH. 3TOMY CNOCOGCTBYIOT NMPaBUIbHO NOAJOGPaHHbIE
OYKU C ANONTPUAMUN N Pa3BUBAKOLWNE 3aHATUSA

KOHTAKTDbI:

KoOopAVHaLMOHHbBIN LLeHTP NoAAepP>XKN NauueHToB
c anb6mHnamMmom: +7 985 88 25 169, info@aniridia.ru.

BnaroTBopuTenbHbiili poHA «Co3upgaHnes»:
info@bf-sozidanie.ru +7 (499) 30 85 292 www.bf-sozidanie.ru
o [loMoLb c NpuobpeTeHneM CpeacTB peabunutauum (nynbi,
opTONeAMYecKUi CTOJ C HAaK/IOHOM, MOHOK/1b, BUAEOYBENNUUTENM U MP.),
o Tlomoub C XunbeMm B MoCKBe Ha Bpemsi 06CiefoBaHus
¢ YcnewHo pa6oTaeTt nporpaMma 5+ Ans AeTei-0T/IMYHMKOB (eXXeMecsuYHas
cTuneHaus B pasmepe 5000 py6.)
o O6cneposaHusa B DocDeti.

BnaroTBoputenbHbIi GOoHA, «[eTCK1 B3rasan»
https://kids-vision.ru, info@kids-vision.ru, +7 (495) 749-04-49
(hoHz nomMoraeT NoAONEYHbIM HaLLEen OpraHM3aLmm C NPUOBPETEHNEM
COJIHLIe3aLLMTHbBIX OYKOB U PELIENTYPHbIX OYKOB MtOGOM CIIOXKHOCTHM).



Me>kpernoHanbHbI LEeHTP
NMOMOLLU BGOJIbHbIM aHpUuanen
“Papy>kka”

NPU NOAOEPXKKE
POHAOA
NMPE3SUOEHTCKUX
FPAHTOB

MNMamsaTka BbinNyweHa Npu noanepxke
@doHpa Npe3naeHTCKUX rpaHToB



