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ANbOUHU3M...YTO Xe ganblue?
Bawemy pebéHKy nocTtaBneH guarHos «anbbuHmnamy. Yto genatb?

Xutb panbue.
[warHos ctaBuT nepen Bamu MHOXeCTBO BOMNPOCOB:
* Y10 1 Kak BMauT Mo pebeHok?
» Kak 370 NoBNMsIET Ha €ro XMN3Hb U XXMU3Hb CEMbU?
» Kak HayunTb ynTathb 1 nncatb npu cnabom apeHnn?
* Kakyto paboTy OH CMOXET BbINOMHATL B OyayLem?
* YHacnenyT N1 3TO COCTOsIHME ero Aetn?
» Ecnn y meHs OygyT ewe getn — OyayT nm oHu anbbuHocamm?
* Yto MmoxeT meguumHa?
3TN N MHOIO ApYryMx BONPOCOB OTHbIHE C HAMW... K&XAbIN OEHb.

KoHTaKTHaa nHpopmauyums

?
Bam HyXeH coeem? Y Bac ecmb eonpocu.?
Bbl xomume o2oeopumsb 06 am:6u:-:u3me.

Ecnu da — cespkumechb ¢ HamMu:

Ona dpaHkoroopsAWNx — npsMasd cBsA3b C  paHLy3CKOW accounaumen
XKeHnacnyap:

no tenedoHy +33 2 99 30 96 79

no anekTpoHHon noyTe info@genespoir.org

no noyte Genespoir, 3 rue de la paix, 35 000 RENNES - France

YT0o6bl y3HaTb OOrnbLUe — MOCETUTE CalNT WWw.genespoir.org
Ecnu Bbl He roBopuTe no-paHLy3CKM U XoTUTE CBA3ATbLCA C €BPOMNENCKON
ceTblo accoumauun «Albinism Europe» — KOHTaKTHOE NnLO:

Antoine Gliksohn (oTaen mexayHapoaHbIX CBA3ei)

On.noyta: international@genespoir.org

Cant: www.albinism.eu

ALBINISM EUROPE



CopepKaHue

MauuneHTckas accoumnauma «XKenacnyap» (Genespoir) .

CeTtb eBponenckux accoumaumm «Albinism Europe»
BBepeHue

Tunbl anbOUHU3Ma
®deHoTUNDbI
Ma30-KoXHbIN anbouHU3M
masHon anbObuHU3M ...
CvHapomMuyeckme Tunbl anbbuHmnama .

CwuHapom N'epmaHckoro-lNyanaka
CwuHapoMm Yegunaka-Xuracu
FeHeTMYeCcKMe NPUYMHBLI NATONIOrMn
leHbl anbOnHN3Ma
Tunbl HAacNeaoBaHUSA

AyTOCOMHO-PELIECCHBHOE HacrnenoBaHne
X-cLenneHHoe peLieccMBHOE HacreaoBaHme

AnbOuHU3M U 3peHune
HopmarnbHoe pyHKUUMOHMPOBaHNE 3pUTENbHON CUCTEMBI.
3peHue ntogen ¢ anbobuHM3Mom

XapakTepHble YepTbl BHELWHOCTU anbouHOCOB

OnarHocTuka u meguLUMHCKOe obcnyXuBaHme
JINATHOCTUIKA .....ooooo oo
KnuHnyeckas gnarHoctuka
[eHeTuyeckoe obcnegoBaHue
Apnpec nabopatopumn reHeTUYECKON ANarHOCTUKM anbbmnHmMama Bo ®paHumm
EBponevickue nporpaMMbl MeQULIMHCKOrO 06CnyXnBaHmsa anb6uHOCoB
B [IHEBHbIX CTaLMoHapax
Onepauus No ncnpaeneHno HUCTarmMma u Kocornasus
Xu3Hb c anb6UHNM3MOM
3awmTa Koxu
Koppekunsa aHomanun onTukm
OcobeHHOCTM opraHm3aumm obyyeHus

Moccapwun....

Bbixogy aaHHOM GpoLLopbl BO MHOrOM CMOCOGCTBOBANM MEOUKU-CMELMANMCTbl PasHbIX
HanpaeneHun no anbbuHuamy KoHcynsratmBHOro LeHTpa B bopao (PpaHums):
Mpodeccop AneH Taneb (Pr Alain Taieb), aepmartonor,
Mpodeccop Benya Apeennep (Pr Benoit Arveiler), reHeTuk,
HokTop KnemaH MNawa (Dr Clément Paya), odpransmonor,
a Takke

Ooktop KatpuH daHkom6 Nyne (Dr Catherine Duncombe Poulet), odptansmonor-
crneunanuct no kocornasuto (ctpabonor),
JokTop AneH WnunemanH (Dr Alain Spielmann), ocdransmonor-cneuuanuct no
kocornasuto (ctpabonor).
Bblpaxkxaem npusHatenbHocTb PabuyeBon Onbre JleoHMOOBHE 3a NnepeBos TEKCTa
C hpaHLy3CcKoro a3blka 1 okTopy Bagnumy AHgpeesudy boHaapto, AeTckoMy
odpTanbmMonory, 3a pegakTypy MeguuUMHCKON TEPMUHOMNOTMN.




naLI,MEHTCKaFI accoumnauumn «)KeHacnyap» (Genespoir)
«KeHacnyap» 6bina co3gaHa B 1995 rogy B ropoge PeHH Mo vHUumMaTtuee
magam PabbeH XKyaH, MaTepu Tpoux AeTen, Y ABOUX U3 KOTOPLIX anbbnHM3m
rnaso-KoXHOro Tuna. ATo, Ha CEroAHSALLIHUIA AeHb, EQUHCTBEHHAs OpraHM3aums
B0 ®PpaHumK, 3aHUMatoLwasics cneyndryeckumm BonpocaMmm anbovHu3ma.
Accounauma HacumTbiBaeT 6onee 350 uneHoB: B3poCrbIX C anbOMHU3MOM,
poauTenen M poACTBEHHMKOB [AeTen-anbOMHOCOB, WX Opy3en K Onuskux.
HeckonbKo 4neHoB opraHu3aumm NpoxmBeatoT He Bo ®paHumu, a B JTrokcembypre
1 BO dopaHKoroBopsiLmx pernoHax Lsenuapum n benbruu.

Mpexage Bcero, accoumaunst MHPOPMUPYET CeEMbM, OOLLECTBEHHOCTb, a TaKkKe
MeOULMHCKUX paboTHMKOB 006 OCOBEHHOCTSIX, CBS3aHHbIM C anbOWHU3MOM:
OMarHocTMpoBaHue, 3allmTa KOXK, 3almTa u KoOppekUums 3peHusi, coumarnbHas,
yyebHas wn npodeccuoHanbHas agantauus. CembsM  OkasbiBaeTCs
ncuxornoruyeckas nogaepxka. Takke, accoumaumsa MHpopMupyeT anbonHOCOB
N nx cembmn 06 Nx Npasax.

Accoumnaums BCSYECKM MOJOEepPKMBAET Hay4yHble MCCNenoBaHus B obracTtu
anbbvHMamMa — OCYyLLeCTBMsieT MPUEM B3HOCOB OT rpaxgaH, npoBOauT
MeponpusaTus no cbopy cpeacts. Takum obpas3om, okasbiBaeTcs (oMHaHCOBas
NMOMOLLb pa3nMYHbIM UCCre0BaTENbCKUM NporpamMmmam.

OenvictBus  «Kenacnyap» HanpasfneHbl Ha  yrydlleHne MefULUHCKOro
obcnyXnBaHMs CO CTOpPOHbI rocyaapctea. OpraHusauusi npencTaBnsieT U
3aLUMLLAET MHTEPECHI CBOUX NOAOMNEYHLIX, PErYISPHO OPraHN30BLIBAET BCTPEYN
4YNIeHOB accoumaumm Bo usbexaHue n3onauum nogen ¢ ans6uHN3MOoM.

CeTtb eBponenckux accoynauum «Albinism Europe»

«KeHacnyap» BXOAUT B CeTb eBponenckux accoumaumi «Albinism Europe»

(www.albinism.eu).

Ha cerogHsWHWN JeHb [aHHas MHUUMAaTUBa NOAOEPXKMBAETCs B OECATM

cTpaHax:

» [aHusa — Dansk Forening For Albinisme - www.albinisme.dk

*  OuHnaHgusa — Suomen Albinismiyhdistys ry - hitp:/albinismiyhdistys.omasivu.fi

*  ®paHuuda — Genespoir - www.genespoir.org

* Tlepmanua — NOAH Albinismus Selbsthilfegruppe e.V - www.albinismus.de

*  Wrtanna — Albinit - www.albinit.org

* [lonnangusa — Oogvereniging Albinisme - www.oogvereniging.nl/ledengroep/
patientengroep-albinisme/

* Hopserua — Norsk Forening For Albinisme - www.albinisme.no

*  WcnaHusa — ALBA - www.albinismo.es

*  Typums — Albinizm Dernegi - www.albinizm.org.tr

* CoegnHeHHoe KoponesctBo n Wpnanausa — The Albinism Fellowship -
www.albinism.org.uk

Ha p[gaHHbIN MOMEHT accoumaumsiMm CcornacoBaHbl YeTblpe MPUOPUTETHBLIX
HanpaBlieHna NeATeribHOCTU:



e O6MeH onbITOM W NPaKTUYECKUMU OOCTVXKEHUAMW, WHOpMaLMOHHOE

obecrneyeHne 1 B3aMMOOENCTBME accounaLmniig;

e [lpogBwmxeHne MpaKTUYECKUX YCMEXOB B MEOULMHCKMX Kpyrax u cdepe
00pa3oBaHusi, a TakKe pasBUTUE HaAUMOHAambHbIX CTpaTerMin OencTBui B
MHTepecax anbbrnHOCOoB;

* [lopoepxka W pasBWTME CBA3EM Mexay wuccnegoBatensmu B cdepe
anbbuHnama;

e MeponpuaTtva No NPYBMAEYEHWIO BHUMaHUS OOLLECTBEHHOCTW, pa3BUTUE
06LLECTBEHHBIX CBSI3EN.

CyuwectBeHHbIM  goctmkeHneMm  «Albinism Europe» cTtanu EBponenckue

OHn Anbb6uHuama (European Days of Albinism), koHepeHuusi no Bonpocam

anbbuHM3ma, KoTopas MpPOBOAWTCS Kak AN MEOWKOB WM YYEHbIX, Tak M Ong

npeacTaBuTenen NauMeHTCKMX opraHusauuin. locne 4eTbipéx KoHdepeHuun,

yCMELWHO opraHn3oBaHHbIX B [lapwmxe (PpaHums) B okTsibpe 2012 roga, B

BaneHcumn (Vicnanus) B anpene 2014 roga, B Munaxe (Utanus) B anpene 2016

roga n B Xypgane (Hopserus) B mapte 2018 roga, nnaHvpyeTcsl npoBegeHue

Maton KoHdepeHumn opmeHTnpoBo4Ho B mapte 2020 roga Bo ®paHuun.

Otyactn Gnarogaps dmHaHcoBon nopaepkke nporpammbl ERASMUS+ Takke

ObInM NpoBeAEHbl BCTPEYM CrieLmanbHO 415 MOMoabIX fofden co Bcew EBponbl.

A gathering of
g People with Albinism

7. - 11. March
2018
Hurdalsenteret;
Norway

; ,
Vi

3-51 BCcTpeya monogbix eBponeliyes-ansbuHocos (Xypaan, Hopserus), 7-11 mapta 2018 r.

C saHBapsa 2017 roga accoumaumen yydpexaeH HaydHbln KomuTeT B coctase
crnenyrLnxX MexayHapoaHbIX 9KCNEPTOB Mo anbouHM3MmYy:

e Benoit Arveiler (bopgo, ®paHuys) e Barbara Kaesmann-Kellner (Xomb6ypr,

e Lluis Montoliu (Magpup, UcnaHus) epmaHust)

e Brian Brooks (betecga, Mapuneng, CLLUA) ¢ Alessandra Del Longo (MunaH, Utanus)

e Maria Mies van Genderen (3e¥icrT, e Michael Marks (Pvnagenbcus,
lonnaHpws) MeHcunbBanus, CLUA)

e lrene Gottlob (Ilectep, AHrmus) e Fanny Morice-Picard (Bopno, PpaHuus)

e Karen Gronskov (KoneHrareH, [laHns1) e Maria Vittoria Schiaffino (MunaH, Utanus)

e Michael Hoffmann (Margebypr, lepmanusi) e Maria Jose Trujillo (Magpug, Vcnanus)




BeBepeHue

AnbOMHM3M — 3TO reHeTUYecKasi aHoManus, nepearoLlascs No HacneacTBy.
lMpexae Bcero, Ans anbsbuHM3Ma xapakTepHbl NPOGNeMbl CO 3PEHMEM: HEQOCTaTOYHas
nurMeHTaums  (rvnonurmetaumsiV)  BHyTpeHHeir  oBomoukM  rmasa  (ceTyarku),
TpaHCUNMoOMUHaLMA®? paflyXHO 06ONOYKM, OTCYTCTBUE LIEHTPArbHOW SIMKM CeTyaTku
(cboeea®) n pedektbl B paboTe 3puUTENBbHLIX HEPBHBLIX OKOHYaHWIA. [MocneacTBusiMM
3TUX WM3MEHEHUI MOryT ObITb: CHVXEHUE OCTpOThl 3peHust (ambnmonua®), Huctarm®),
cBeT060A3Hb (hoTohobus)® 1 kocornasue (cTpaduam)™.

Ecnn 3TM nposiBNeHUs1 COMPOBOXOAKTCH CHUKEHUMEM MUIMEHTaUUU KOXHOMo U
BOMOCSIHOTO MOKPOBA, MOXHO TOBOPWUTb O [Na30-kKoKHOM anbbuHuame. B cnyyae
OTCYTCTBMWS BUAMMOWN rMNONUrMEHTaLMN — O IMa3HoOM.

CyLuecTByt0T hopMbI anbOynH13Ma, Npu KOTOPbIX CaM arbOMHU3M - YaCTb OAHOIO Lienoro
cuHapoma. AT peakre hopMbl XapaKTEPU3YHOTCS Takoke U3MEHEHNUSIMU, 3aTparMBatoLLMMK
1 Aipyrve opraHbl: KPOBSHbIE KIETKU, JIerkue, XenyaouHO-KULLIEYHbIA TPaKT.

B EBpone cnyyan ansbuHmama npuxogstces Ha 1 m3 17 Tbic. YenoBsek.

Bo Bcex cnyyasix B OCHOBe pasBuTUS anbOWHW3Ma NEXUT CHUKEHME CMOCOBHOCTU
opraHm3ma K CUHTEe3y NMUrMeHTa MeNaHWHa, BMoTb A0 MOMHOrO OTCYTCTBUS MeNaHuHa.

Tunbl anbbuHU3Ma
CyLLeCTBYIOT pasnuyHble TWMbl ansbuHWama, KoTopble
MOXHO  KnaccudmumpoBate  MBO MO BHELUHUM
NPOSIBNEHNAM (T.€. BUOVMbBIM M3MEHEHUAM Y KOHKPETHOIO
naumeHta) - dpeHotvn, nMMBo Mo reHeTUYeckon npupone
NX BO3HWMKHOBEHUS - reHoTun. VccnepoBatenu mbiTakoTes
OMpenennTb CBA3M MEXOy TEeHOTUNOM U HEeHOTMMOM,
0[IHaKO, MHOTO€ [0 CYX MOp OCTaeTCs HeACHBIM. CNOXHOCTb
COCTOUT B onpedeneHnn 3akOHOMEPHOCTEW, TaK Kak — Maanb, 24 rona, HPS 1,0.3. 0,3
3a4acTyl0 KOHCTaTvpyeTcs (haKT, YTO MyTauum OOHOro U e
TOrO XK€ reHa MOryT MPUBOAUTb K BO3HUKHOBEHWIO CaMbIX
pa3HOOOpasHbIX MpPOosiBNEHW (eHOTUNoB) anbbrHM3ma, s B 5
B TO BPEMSI Kak pasfnMyHble reHbl, MOABEPILLMECS MyTaLwmu, ,j/

‘ )

MoryT ObITb I'IpM‘-MHOVI BO3HMKHOBEHUA CXOXUX (*)GHOTI/II'IOB.

deHoTUNDI
AnTtyaH, 32 roga, OCA 1,0.3.*0,3

Ma30-KoXHbIN anbOUHU3M

[Ma30-KOXHbIA anbOMHM3M NPOSBNSAETCS MOSHBIM UMW YAaCTUYHBLIM CHUXKEHNEM
YPOBHS MenaHnHa He TONbKO B CETYaTKe rnasa, Ho 1 B Koxe, Boriocax. CTeneHb
CHWKEHMS YPOBHS MeNaHnHa MOXET OblTb O4€Hb Pa3HOW: OT MOSTHOIO OTCYTCTBUS
00 He3HauuTenbHOW. VIMeHHO geduumT MenaHvHa npugaeT onpeaeneHHble
YepTbl BHELLHOCTU, XapaKTepHble Ans anbOoMHOCOB.

*ocTporta 3peHusi 0,3 No AeCATUYHON LuKarne

®oto CunbBumn AmMoamno



Ma3sHon anb6MHU3M

Mpn masHoMm anbbyvHW3MEe reHeTUYeCKOW aHoManuu noABepXeHa TONbKOo
3puTtenbHas cuctema. Koxa 1 Bonochl nauneHTa KaxyTcs B AOCTAaTOYHOW CTENneHn
MUrMEHTUPOBAHHBLIMM, XOTS YaCTO MUIMEHTALINS OKa3blBAETCS MEHEE BbIPXKEHHOW,
YeM y Apyrux YrieHOB CeMbM NauyeHTa ¢ anbbyH13MoMm.
CywectByeT 0cobbIM TN Ma3HOro anbbuHn3ama, npu
KOTOPOM pajy>Kka W ceTyaTka uccriegyemoro nauyeHTa
HOpPMaribHO NMUIMEHTUPOBAHbI, B TO BpeEMS Kak apyrue
NPW3HAaKN rMa3HON NaTonorMm, NpUCyLLEn anbbrHuamy,
SIBHO BblpaXKeHbl. J3TOT TuN Obln Ha3BaH CUHAPOM
FHONDA («Foveal Hypoplasia Optic Nerve decussa-
tion Defects and Anterior segment dysgenesis», nnm
doseonsipHas runonnasvs — gedekt B nepeceveHmun :
BOIMOKOH 3pUTENbHBLIX HEPBOB — AWUCTEHE3Ns nepeaHero  Jleo, 6 sier, OA 1, 0.3. 0,125
oTAena rnasHoro s6roka).

Anb61HN3M B cocTaBe CUHAPOMOB

AnbObUHM3M MOXET BbITb OTAENBHBIM CUHAPOMOM UM OCHOBHbLIM €0 MPOSABIIEHNEM,
OofHako, ObIBa€ET, YTO cam anbOWHM3M - YacTb LIENOoro CMHAPOMA, KOTOPbIA MMEET
XapaKkTepHble NPOSABMNEHNsI U ONpeaenEHHbIN TUN HacrneaoBaHus. Jliogam ¢ aTumm
peakumy dhopmamm ansbrHnama NpUCyLLM TUMWYHBIE AN anbbrHM3Ma npobremsl
CO 3peHneM. NMoMUMO NPUHAANEXHOCTM K FMa3HOMY UIU FNaso-KoXXHOMY cbeHoTuny,
Y HUX TakoKe NPOSIBNSIOTCH HAPYLLEHWS, KacatoLwmecs Apyrmx OpraHoB (>KenyaoqHo-
KMLLIEYHOrO TpaKTa 1 nerkunx), TPoMooLmMTOB KPOBM Y UMMYHHON CUCTEMBI
M3BecTHO ABa TvMna anbbuHM3ma B COCTaBe CUHAPOMOB — CMHAPOM 'epMaHcKoro-
Myonaka n cuHgpom Yeamaka-Xuracu.

Cunpgpom NepmaHckoro-lNypnaka (Hermansky Pudlak Syndrome)

Mpn cuHgpome HPS k cumntomam anbbuHMaMa HEW3MEHHO MNPUCOEOMHSIIOTCA
npobneMbl ¢ Koarynsiyuen KpoBsHbIX MNAacTUHOK (TpoMboLmToB). [NposiBnseTcs aTo
3ameaneHHbIM CBEPThIBaHUEM KPOBU, OTCHOAA CKITOHHOCTb K HOCOBBLIM KPOBOTEHEHMSIM,
KPOBOTOYMBOCTY AECEH, MOSIBIIEHNIO FeMaTOM AaXe NpW HE3HAYNTENIbHOM BO3AENCTBUN.
370 TaKkKe YpeBaTO OCMOXKHEHVSIMU MPU PA3NUYHBIX XMPYPrUYECKMX BMELLIATENBCTBAX
1N BO BPEMSI POLOB.

B paHHOM cnyyae oO4eHb OMacHO  UCMONb30BaTbh
onpenenéHHble npenapatbl, K TMpUMepy, acnupuH,
KOTOpbI 06MagaeT KPOBEPABKIPKAOLLMM AENCTBUEM, UIN
HecTepougHble NPOoTMBOBOCNAIIUTESNbHbIE Npenaparbl.

B 1ex unu uHbIX cny4yadax moryT ObITb OVarHoCT1poBaHbI
XpOHUYeckoe BocnaneHue KULLEeYHMUKA
(rpaHynemarto3HblIi KONUT) UMK JNlerovHbIn hrubpos.
B oueHb pegkux cnydasx HabrniogarTca nodeqHas
HEOOCTATOMHOCTb,  KapauomuonaTtvs, Hentponewus -
YMEHbLLEHE KONM4eCcTBa HeNTPOUIIOB — YTO MOBBIIAET /a0, 70 ner HPS 5, 0.3, 0,1
PUCK 3apaxeHnsi HPEKLIMOHHBIMM 3a00NEBaHUAMM.

®oto Cunbsumn AMoano




Cunpgpowm Yepgumaka-Xuracu (Chediak Higashi Syndrome)

CwuHppom Yegnaka-Xuracu (CHS)—ncknoumTensHO peakas natonorns (MpuMepHo
1 cnyyan Ha 1 MIH HOBOPOXAEHHBIX). Kak 1 B crnyyae ¢ HPS, nauneHTam npucyLum
npobnembl CO CBEPTbIBAHWMEM KPOBW, HO TakKe BbIPaKEHbl HEBPOMOrMYeckne
HapyLUeHNs W 3Ha4UTENbHas WUMMYHHas HedocTaTodHOCTb. COOTBETCTBEHHO,
NoABEPXEHHOCTb Pa3NNYHbIM MHGEKLMOHHBbIM 3aboneBaHMAM O4eHb
BblcOKa. EOVMHCTBEHHbIM BO3MOXHbIM BapuaHTOM KOpPpeKuuuM Ha
CEerogHsWHUN [eHb SBMSETCA TpaHCNnAaHTauMs KOCTHOro Mo3ra,
KoTOopas JoMKHa NPOBOANTLCS B NEPBbLIE e rofbl XU3HW.

«5 CMOTpPIO Ha 3TO MO-APYromy, s He YyBCTBYH cebsi
HenosHoLUeHHbIM. JInLb ogHaxabl S No4yBCTBOBAaI

orpaHu4eHue: Korga MeHs YBIIEKI10 peCTopaHHoe Aer10, a MEHSs

HUKTO He NMpuHUMar BCEpbE3 — U3-3a MOEro Bo3pacran

minom (wed-nosap), rosopst 06 anbObUHU3ME U CBA3AHHbIX C
HUM OrpaHNYeHMAX BO3MOXHOCTEN

®oT1o AHHbI [Jenatiom

feHeTUyecKkue NMPUYUHDbI NAaTO/ZIOTUU

Bce 4epThbl YenoBeka onpenensTca reHaMu, MornyyYeHHbIMU OT poauTenei.
leHbl pacrnonoxeHbl B XpomocoMmax. Kaxpgas kneTka 4ernoBeveckoro
opraHuamMa CoAepPXUT 22 napbl FOMONOrMYHBLIX®), 0BLLMX AN MYXKYMH U XKEHLLWH
(ayTOCOMHBIX®), XpOMOCOM ¥ 0fHY napy nosoBbIX — X 1 Y. Y XeHLUMH uMeeTcs
[BE OAMHAKOBbIX XPOMOCOMbI X. Y MY>YMH 3TU XPOMOCOMbI pasHble - X 1 Y.
3a UCKIMoYeHeM reHoB, COAepKalLMXCA B HErOMONOrMYHbIX XpoMocomax X u
Y, oBe konum Kaxxgoro reHa (annenu('”) npeacraBneHbl B KaX4on U3 HaLMx
knetok. OouH annens nepenaeTcsa OT OTUa, BTopoi — oT MaTepu. CyLlecTsyioT
reHbl Kak AoMuHaHTHbIe(!), Tak 1 peueccuBHble!'?),

FeHbl anbOMHKM3Ma

Mo coctosinuto Ha 2018 rog msBecTtHo 19 reHoB, KOTOpble MOryT ObITb
OTBETCTBEHHbLIMU 32 NMposiBrieHMe GoNnblMHCTBA POpPM anbOMHU3Ma (CM.
Tabnuuy Hwke). MHorme M3 HUX Gbiny M3yYeHbl B NOCNEeAHNEe HECKOMbKO FeT, U
eCTb BCE OCHOBaHUA nonaratb, YTO MHOTMe eLlé NpeacTouT OTKPbITh.

MepBbiM ObIN MaeHTUdUUMpoBaH reH TYR. Ha tepputopun dpaHumm aTOT
reH OTBETCTBEHEH 3a BONbLUMHCTBO criyyaeB anbbuHuama. B cnyvae mytaumm
reHa TYR, roBopsiT 0 rma3o-koxHom anbbuHnsme tuna 1 (OCA1), Tak kak Yalle
BCEro naumeHTbl NpeacTaBnsny rnaso-KoxHbln eHoTun. OgHako, MyTaumm
reHa TYR moryT Takxe npuBectu K 0eHOTUMY, BHELLHE MPOSABASIOLLEMYCS Kak
WCKITOMUTENBHO rma3Hon. 3T1o, BOCHOBHOM, kacaeTcareHoB TYR, OCA2, TYRP1,
SLC45A2, SLC24A5 n C100rF11, ¢ koTOpbIMY CBSA3bLIBAIOT TUMbl anbbuHMama
— ¢ OCA1 no OCAY. B cnyyasx, CBA3aHHbIX CO BCEMWU 3TUMU reHamu, CTENeHb
rMNonNUrMeHTauun pasnmyHa — OT MOMHOr0 OTCYTCTBUS MEaHUHa B KOXe U”
Boniocax o 6onee unu meHee HopMarnbHON NX OKPALLEHHOCTH.



11 13 19-T N3BECTHLIX «reHOB anbObUHM3Ma» B criydyae CBOer MyTaLumm NpnuBoasaT
K CMHOPOMaM, B KOTOPbIX anbOVHU3M — 04HO 13 NposiBNeHuin. Ha cerogHsLLHUIA
OeHb BblOENsT AecAaTb TUMOB cuHapoma [epmaHckoro-lyonaka m ogwH-
€[VHCTBEHHbIV TUN cuHapoMa Yegumaka-Xuracu. B 3aBUCUMOCTU OT MMEIOLLIMXCS
BHELUHUX MPOSIBNEHUI YENOBEKY C CUHOPOMMYECKON (DOPMON CTaBAT AnarHo3 —
NMOO rNa3o-KOXHbI anbOUHN3M, MMO0 YNCTO rMasHOMN.

leH GRP 143 —efunHCTBEHHBIN M3 19-TU reHOB anbObyHU3Ma coaepXXUTCS B NOMNOBOW
XpoMocome — xpomocome X. MyTauusa B 3TOM reHe BefeT TOMbKO K rra3HoMy
anb6MHU3My. HekoTopble Meauku, OAHaKO, roBOPAT O MasHOM anbObuHM3MeE,
CBSI3@aHHOM C X, N O «4MCTOM» [Ma3HOM anbbuHuame. KpoMe UCKIMIoUNTENBHbIX
crny4aeB, aTa oopma anbbuHM3Ma BCTpeYaeTCs TOMbKO Y Masib4MKOB.

len SLC38A8 BblgensieTca cpeau Mpoynx TeMm, YTO B Clyvae MyTauum He
NPUBOAMT K TMNONUIMEHTaL/MN — HX KOXXHOR, HU rnasHon. MHaye roBops, y nogen
C M3MEHeHMEeM B 3TOM reHe npeacTaBreHbl BCe NPU3HaKy rMmasHoro anbouHuama
6e3 BcsikOM rmnonurmeHTaumMn. 3Ta ocobasi dopMa nonyyuna HasBaHue
cuHgpoma FHONDA.

[na onpepenenns Tuna anbbuHMamMa y nayneHTa, NpeacTaBnsoLwLero NpusHakm
anbObWHU3Ma, BHELLUHMX KIIMHUYECKMX MNPOSABMEHUN HeOoCTaTOYHO. TOmbKo
MonekynsipHoe (reHeTUYeckoe) WUCCNenoBaHWE MO3BONMUT C  YBEPEHHOCTHLHO
caenatb BbiIBOO O TOW MM MHOW hopme anbbuHmama. B yacTHocTh, Takoe
nccrnegoBaHne JaéT BO3MOXHOCTb OTIIMYUTD M30STMPOBAHHbIE TUMbI anbOvHU3Ma
OT CVMHOPOMOB, AOJ19 KOTOPbIX XapakTepeH anbOuHM3M K KOTopble TpebyroT
0co00ro BHUMaHuA.

leH Knaccudwmkauma Tun anb6uHU3Ma

TYR OCA1 Ma30-Ko)KHbIN anbonHM3mM Tun 1

OCA2 OCA2 Ma30-KoXHbI anbobuHnam Tun 2
TYRPA1 OCA3 [Ma30-koXKHbIN anbOnHM3mM Tun 3
SLC45A2 OCA4 [Mas3o-Ko)KHbIN anbouHuam Tun 4

n.d. OCA5 Ma30-KoXHbI anbbuHnam Tun 5
SLC24A5 OCA6 Ma30-Ko)KHbI anbouHnam Tun 6
C100rf11 OCA7 Mas30-KoXKHbIN anbOnHM3mM Tun 7
GPR143 OA1 MasHon anbbuHnam Tun 1

SLC38A8 FHONDA Cungpom FHONDA

LYST CHS1 CuHgpom Yegunaka—Xuracu Tun 1

HPS1 HPS1 Cungpom Nepmanckoro—Tlygnaka Tun 1
AP3B1 HPS2 CuHapowm 'epmaHckoro—llygnaka Tun 2
HPS3 HPS3 Cungpom NepmaHckoro—Ilyanaka Tun 3
HPS4 HPS4 CuHapowm epmaHckoro—llygnaka Tun 4
HPS5 HPS5 CuHgpom MepmaHckoro—Ilyanaka Tuvn 5
HPS6 HPS6 CuHapowm 'epmaHckoro—llyanaka Tun 6
DTNBP1 HPS7 Cungpom epmanckoro—Ilyanaka Tun 7
BLOC1S3 HPS8 CuHapowm 'epmaHckoro—Tlygnaka Tun 8
BLOC1S6 HPS9 CuHgpom NepmaHckoro—Ilyanaka Tun 9
AP3D1 HPS10 CuHapowm 'epmaHckoro—llyonaka Tun 10

Crncok reHoB, OTBETCTBEHHbIX 3@ pasHble Turbl anbbuHuama, n3BectHbix k 2018 rogy




Tunbl HacnepgoBaHUuA

Ha cerogHsALWHMIN AeHb M3BECTHO ABa TVNa HacneaoBaHWs anbbyHY3mMa —ayTOCOMHO-
peueccrBHOe M X-cuenneHHoe. Bce n3BecTHble reHbl HacnegylTcs ayTOCOMHO-
peLeccrBHO, 3a ucknoveHnem GRP 143, koTopbii HaxoguTcs Ha xpomocome X.

AyTOoCcOoMHO-peLieccCuBHOE HacnenoBaHue oteu- . MaTb-
Mpn ayTOCOMHO-PELECCUBHOM T™Mne HocuTens ‘ HocuTens
HacrnegoBaHusi Yy naumeHTa-anbbuHoca
UMeeTCcs cpasy ABa W3MEHEHHbIX reHa B
FOMOJIOTMYHbIX y4acTkax xpomocom. Oba
poauTensi, He NPOSBNSS HAKaKNX NPU3HAKOB
anbbuHuama, nmeroT AedeKTHbIN
(peuieccuBHbIN) annenb U PyHKLMOHAaNbHbLIN
(AOMWHaHTHBIN) annenb, W, CTaTUCTUYECKM,
BEPOSATHOCTb, 4TO PebGEéHOK YyHacneayet

AedeKTHble TeHbl OT OBOUX POAWUTENEN pessrokc |" "l\lnl ’n‘peﬁéHOK Ges

n OGyger anbbuHocoM cocTaBnseT  1:4.mposaneHusvi nposienexmi

310 Haubonee pacnpOCTPaHEHHbI Tun 2E0MHuva ansGuHmama

HacnegosaHus. Puck nepemaun  aByx Eﬁfj::; i
nedeKTHbIX annenei Bo3pacTaer, ecnv oba
poOOMTENs MMEKT OBLMX POACTBEHHMKOB "
(kpoBOCMELLIEHME).
AYTOCOMHO-PELIECCUBHOE HacrenosaHme } . . .
C nposiBneHnsaMn  6es NposiBNeHni HocuTenb
anbbuHuama anbbuHnama

X-cuenneHHoe peLleCCUBHOE HacneaoBaHue orel 6e3

nposasneHnn . MaTb-
B paHHOM criyyae, PUCK, YTO XEHLUMHA-  anuGuunama " HoCHTNb
HOCUTESb M3MEHEHHOW KOMM €OUHCTBEHHOTO
annens reHa anbbuHM3Ma nepedact ero
notomctBy cocraBnser  1:2.  PebéHok n
MY>KCKOTO Mosia, HOCUTENb 3TOro AedeKTHOo
reHa, OyoeT  MOABEPXEeH  rnasHoMy
anbbuHU3My U MNepenact 3TOT leH CBOWM
OETSAM XEeHCKOro nona. Y godepen nposiBuTcst
anbbuHM3M, TOMbKO ecru ux oTeu GyaeT \ ’ \ ’ ‘ ”
anbLbuHocoM, a MaTb ByaeT HocuTenem Toro
Xe reHa, 4to GbiBaeT kpaiiHe penko. 3TO " . || il. "
[ | ]

Hanbonee BEPOATHO B TEX PEeOKMX CrydasdX, i

Korga poamTenm aBnarTCA pOOCTBEHHUKAMW. manbuvk Ges Marnb4vK ¢
nposiBnexHuni _ NposiBNeHnsMU
anbbuHmnama ACBOUKa Ges AcsouKa anbbuHmama

nposiBnexuin HocuTen

anbbuHuama
X-cuenneHHoe peLieccusHoe HacrnenoBaHve, }

MaTb-HOCUTelb . . .

C NposAiBNeHMsaMn  6e3 NposiBeHui HocuTenb
anbbuHuama anbbuHnama




Anbb6MHNU3M 1 3peHune
B pervoHax, rae HeT NOCTOSAHHOIO IPKOrO CONMHL,A, OCHOBHaA MeAULMHCKas
npob6nema nogen ¢ anboMHU3MOM - HapyLUeHWe 3pUTeNbHON (hyHKUUN.

HopmanbH
opmaribHoe cknepa cocypucran oGonouka

pyHKLUMOHMpPOBaHUE ; ceruatka

3pUTeNIbHON CUCTEMbI

CBeT NpoHMKaET B I11a3 Yepes 3paqok
—O0TBEPCTUE, HAXOASILLEECs BLIEHTPE
pagyxkn. Pagyxka KOHTPOMMPYET  spavok ||
KONMMYECTBO MoMnagaroLlero CBeTa,
PacLLMPSSCh 1 COKPaLLAsCh. XS ,
3peHne HaYMHaAETCs Ha IMas3HOM OHe, xpycranvk /- .

Ha YypoOBHe CceT4yaTtku, Ha KOTOpOVI pagyxka \ !
hopmmpyeTcs n3obpaxeHue. s ool

CetyaTka COCTOUT U3 MHOXeCTBa UMMMAPHOE (PECHM|HOE) TeNO  crouhuk: webvision
CMOEB: CMOW HEPBHbLIX BOJIOKOH;
CIMON CeTyaTbIX BOMOKOH (BOSIOKOH
ceTyaTku) (OH Npo3padHbIi); Cron OTOPELENTOPOB, BOCTIPUHMMALOLLIMX CBET; CIOW
MUrMEHTHOTO 3NUTENWS, B HOPME CofepXKalleM MenaHuH; COBCTBEHHO cocyaumcTas

oborno4yka ¢ KPOBEHOCHBLIMM cocyaamu (xopeowvea); cknepa,- Genok rmasa.

MUTMEHTVPOBAHHBIA
anuTenuii

porosuua

CrpoeHvie masa

K3PUTENBHOMY  ayiapyHoBbie  OMNONSPHEIE
K

Bca  BudyanbHad  uHdopmauws, ”e"BTV KnTn e nafod
nornyyaemasi CeT4aTkon, nepeaaércs

3pUTENbHBIMW  HEpPBAMU B 30HbI
Mo3ra, OTBevalolye 3a 3peHue.
Makyna(™® - ueHTpanbHasi 30Ha
CeTyaTkM - HaXOAUTCH Ha YpPOBHE
3pavka. B ueHTpe e€ wumeetcs
yrnybneHue, npumepHo 2 MM B

onamMeTpe — LUeHTpalibHada dMKa
AKCOHbI raHmMnoHapHble OPU3OHTarbHbIe
((bOBea) . FRHTUORADHLIX  KkneTicn KneTkn KonGouKN
KNeTok
B aTtom MecTe KOHUeHTpauua Crpoetue cetyatkn
CBETOYYBCTBUTESIbHbIX KIeToK

MakcumanbHa. IMeHHo aTa 30Ha OTBeYaeT 3a HanbomMbLLY TOYHOCTb 3peHusi (1.0).
Mepudepunyeckre 30HbI CETHATKN UMEIOT HU3KYIO pa3peLuaroLLlyto CroCOBHOCTb,
0CTpOTa MX ropas3fo cnabee: Ux 3agadva COCTOMT B MPOCTPAHCTBEHHOW OLIEHKE U

pasnu4yeHnn aBMXXeHuns.

®omo: dokmop KampuH LaHkom6 [lyne

cetvatka B Hopme, BuA B paspese, OKT ceTyaTka rnasa ansbuHoca, Bug B paspese, OKT




3peHue nrogen ¢ anbO6MHN3IMOM

Ma3 anbbuHOCca wuMmeeT Oonee wunNU MeHee MPO3PaAYHYIO PapyKKy;
LeHTpanbHasa AMKa (cpoBea) HeaopasBuTa NMOO OTCYTCTBYET (MaKynsipHas
runonnasua’).

OTCyTCTBVIe nMrMeHTa B pagyxke n nNUrMeHTHOM anuTennun — rmaBHasa npuydnHa
cBeTobos3HM. Mo npuynHe OTCyTCTBUA cbosea Yy anbbMHOCOB CHWXEeHa OCTpOTa

HEHTPalbHOTO 3peHms. BUHOKYNAPHOE BMHOKYNAPHOE
Ecrin CpaBHUTb UEHTParibHyt0 AMKY 3PEHUE 3PEHUE

CO CBETOYYBCTBUTENBHON MaTpuuen
doToannapara, TO y anbbUHOCOB OHa
UMEET MeHbLLEe «MUKCemnen», Yem y
ocTanbHbIX NOAEN.

CoobLeHne B ONTUYECKMX HepBax
Mexay rnasomM 1 MO3rom npomcxoauT
C HapyLlUeHUSAMM.

OTknoHeHnss B CTpPOeHuMM nasa N

M OnTu4ecKkoro Hepsa Yy niogen c ((; HopMasibHoe iﬁ HapyLleHus
6MHOKyJ'IF|pHoe WNHOKYIAPHOro

anbbMHM3MOM MeLLaoT HopManbHOMY Sperine pes 7

CbOpMI/IE)OBaHI/IIO 3pEHUS U NPUBOAAT K B HOPME nPut

BPOXAEHHOMY HMCTarMy, 3ameTHOMY ANbBVHU3ME

B nepBbIe MeCFILI,bI YN3HN. CBA3b MeXAy rna3amu N 3putTeribHbIMU 30HaMn Mogara y

00bIYHOIO YerioBeka v anbbuHoca
Hunakas 3puTternbHasa cnocobHoCTb
ceT4yaTtkyu, TOpPMO3A pa3BUTUE T[J1a3a, MOXEeT [MpuBeCTn K Kocornasumo,
cxoaduiemyca Unu pacxogdwiemycsa.

K atum pedektam [006aBRsAOTCA: CUMbHbIA - acTUrmatnam’®,  cBas3aHHbIN
Yalle BCero C HapyleHUSAMU CHEPUYHOCTM POroBULbI, TaKUMWU Kak CUNbHas
runepmetponus'® unm cunbHas muonms'?,

OcTpoTa 3peHuss MOXeT BbITb CHWkeHa 3HaunTenbHo (MeHee 0.1), HO 3a4acTyto,
OHa OCTaeTcsi cpefHel (Bblle unu pasHo 0.2). PasnuyeHre UBETOB, 06bIYHO, HE
CTpagaert.



XapaKTeprle 4yepTbl BHEWHOCTU anbbuHocos
YenoBeKy C rna3o-KOXHbIM anbOMHMU3MOM Yalle BCero CBOMCTBEHHa
XapaKkTepHasi BHELWHOCTb BCleACTBME CHUXXEHUSi WNU OTCYyTCTBUS
NUrMeHTaLMN KOXWU U BOJIOCAHOIO NoKpoBa.

OTO 0COOEHHO BbIOENSAET WX Cpeau HacemneHust C CUIbHOW eCTeCTBEHHON
nurMeHTaumen (ypoxeHubl Adppuku, NlatuHckon AMepukm nnn Asmm) n sensieTcs
ANsi HAX NEPBbIM M 04EBUAHBIM KPUTEPUEM B AMArHOCTMPOBAHUN anbOuHM3ma.

B 3aBucUMOCTM OT AedeKTHOro reHa, a Takke OT Tuna MyTauuu, CTeneHb
TUNONMUIMeHTaLUN MOXET ObITb pa3HOIA.

®oto: Cunbeus AmMoamo

Bexenukr, 71 roa, 0.3. 0,05 AnekcuaH, 14 nert, 0.3. 0,2

[Ba yernoseka ¢ OCA 1, npeactasnstoLyme pasHble heHOTUMbI

BHewHoCTb anbbWMHOCOB C ManbiXx NEeT NoABepraeT MX MOBbILLEHHOMY
BHMMaHMIO CO CTOPOHbI APYruX MoAen, BAAOTh A0 HAaCMELLEK, B TO BPEMS Kak
rmaBHasi nNpobrnema — o4eHb MfI0X0e 3peHue
— 4acTO WrHOPWUPYEeTCs MONHOCTb. [MomMumo
npobrnem co 3peHMeM BCMEeACTBME HUCTarma
N Kocornasus, 3T HegocTaTKu MPUYUHSIIOT
HeynobGcTBa 3CTETUYECKOrO XapakTtepa
M MellalT B CTaHOBMEHUN OTHOLUEHUA C
apyrmmn nmogbmu. CobecegHuk 4YeroBeka C
anbO6MHN3MOM YacTo UCMbITbIBAET AUCKOMAOPT
npv B3rMsige B rmasa, 4yBcTByst cebsi He B
COCTOsIHUM abcTparnpoBaTbCsi OT  adpdpekTa
HUCTarmMa wnyM Kocornasusd. OTO CMyLleHune
B3aMMHO, TaK KaK YernoBek C HMCTarMom \
OLLyLLIaeT, 4YTo ero cobeceaHnKy HEKOMOPTHO. }pMHa, 576TOCA2, 0.3.0.2




AnarHoctnka u meguumMHcKoe obcnymsaHume
AwnarHoctuka

KnuHu4yeckasa guarHocTmka

OnarHo3 «anbOuHM3M» MOXET ObITb YCTAHOBMEH MpU POXOEHUWU, €CNU
KNMHMYECKUE NPU3HAKM  (TMNOMUIMEHTAUMSE KOXM W rnas3) [A0CTaTOvyHO
o4eBngHbl. Ho B BOMbLUMHCTBE CrydaeB rMnonMrMeHTauus rnasa He rnorHasg,
AenurMmeHTaumns KoXn 1M BONOCSHOrO MOKPOBa HeAOCTaTO4YHO XapakTepHa Anis
TOro, 4ytobbl BO3MOXHO ObINO MOCTaBUTL AuarHo3d cpasy. K odranbmonory
peGEHOK NnonagaeT B NepBble MeCSLbl XU3HW, KOrAa NosIBMSAETCS HACTarM.
Camoe HecrnoxHoe obcrefoBaHve — B LWeNeBOW nammne - HeobXoaumo
NMpOBECTM B MEPBYH OYepedb, PaBHO Kak M obcregoBaHWe FNasHOro AHa.
[Ona nopTBepxXOeHus [uarHo3a, B YaCTHOCTM, MakynspHOW runonnasum,
NPOBOAAT OMTMYECKYlD KorepeHTHyto Tomorpaduio (OKT). Moryt ObiTb
Ha3Ha4eHbl AONONMHUTENBbHbIE 06CNeaoBaHNS — aneKTpopeTuHorpamma (OPIN)
unu 3putenbHble Bbi3BaHHble noteHumans! (3Bl1). [NocnegHee Tectupyet
3pUTEnbHbIE NMYTU OT CETYATKM OO0 3pUTENbHON
KOpbl M MO3BONSAET BbIABUTbL  AedeKTbl
nepeceyeHnss 3puTenbHbIX HepBoB. [laHHble
obcrnenoBaHnss He Bcerga Ilerko MpoBecTU
OYeHb ManeHbkomy pebeHky.

Ona  noacTpaxoBKW,  HEKOTOpble  Bpayu
HanpasnsoT Ha A0epHO-MarHMTHO-
pe3oHaHCHOe  wuccrnegoBanne (AMP). B
cnyyae c¢ anbbuwHmusmom AMP He npuBHOCUT
HUKaKon OOMNOSTHUTENbHON MHdopMaLunn

- OHO OecnonesHo, ecnu anbbvHM3m yxe |
NOATBEPXKOEH ApyruMu uccnegosaHuamun. K
TOMY e, 4TOObl €ro BbIMOMHWUTb, Marnblla
HeobXoAMMO NoABEPrHYTb HAPKO3y. Barucr, 12 niet, OCA4, 0.3. 0,2

NeHeTMYecKkoe obcnepoBaHue

MonekynsipHoe (Unu reHeTu4vyeckoe) obcnepgoBaHue o4veHb BaHO. OHO
No3BONsieT MOATBEPAUTb, YTOMHWUTb WM OOMOSMHWUTL KIMHUYECKUA OMarHos, B
YaCTHOCTU, C TOYHOCTbIO OTNMYNUTL Knaccuyeckme opMbl OT hOPM, BXOLSALLMX
B CMHOPOMbI, YTO HEOOX0ANMO ANs CneLmMdUYecKoro yxoga Bo BTOPOM Cry4vae.
Takke OHO 0CODOeHHO WMHGOPMATUBHO MNpU NErkux copmax anbbuHuama
(HasblBaeMbIX CKpbITbIMKW), TA4e KMHMYeckoe obcnegoBaHMe OCTaBNSAET
COMHEHUS.

TonbKko MornekynsipHasi AuarHoCTMKa MO3BONUT AaTb HY>XHble COBETbI CeMbSIM
NN napam, XXenawLwum UMeTb AeTEN.

CoBpeMeHHble UCCreaoBaHNs OalT Hagexay Ha HekoTopble BO3MOXHOCTM
TepanuunHa 6ase 3HaHUIM 0 reHax U Tunax MyTauun. leHeTnyeckoe obcnegoBaHne
MO3BONUT NPaBUIIbHO COPUEHTMPOBATL NALMEHTOB U, B UTOrE, NPEASIOKUTD UM
y4yacTBOBaTb B KIMMHUYECKUX UCCNEeaoBaHMsX.

CnegyeT OTMETUTb, YTO TreHeTU4Yeckasl 9KcrnepTu3a SIBMSIETCS MpaBoM
rpaxgaHuHa, a Bo ®paHumm e€ cToMMOCTb NOKPLIBAETCS TOCy4apCTBOM.



[wnarHocTrka BCex U3BECTHbIX reHOB anbbrnHmama nposogutcs B Jlabopatopum
MonekynapHon [leHeTukn MepguumHckoro Yhueepcuteta bopmo (CHU de
Bordeaux) nog pykoBoactBom npodpeccopa beHya Apsennepa.

Apnpec nabopaTopum reHeTUYECKOMN ANArHOCTUKU anbouHnama Bo PpaHuumn
Prof. Benoit ARVEILER
Laboratoire de Génétique Moléculaire
Plateau Technique de Biologie Moléculaire
Hopital Pellegrin - 1¢r étage
1, Place Amélie Raba Léon - 33076 Bordeaux — France
TenecpoH: +33 5 57 82 01 96

«Obpawarockb K MorodbiM podumessam: He eonHyltmecs,
gawiu omrpbICKU ewé eac 04eHb youssm... mMoJsibKO
coenatime 8cé 803MOXXHoOe, rnomoaume um!»

XKan-Mapu, gpapmauesm, neHcuoHep

EBponeiickue nporpammbl MeaULUHCKOTO
ob6cnykmMBaHMA anb6MHOCOB B AHEBHbIX CTaLlMOHapax
MauneHT ¢ anbOMHN3MOM HYyXXAaEeTCH B perynsapHoM MeaMLMHCKOM KOHTpore —
opTanbMOonornyeckom 1 gepmatonormyeckom. Bemay wmpokoro pasHoobpasuns
reHoTMnoB!"® n peHoTnnos'?, NnpeacraBneHHbIX cpean Noaen ¢ anbeUHN3MOM,
PEKOMEHAO0BaHO KOMMJIIEKCHOe MeAMUMHCKoe obcrnegoBaHMe COCTOSHWSA
Ka)xgoro oTaenbHOro nauueHTta. B yacTtHocTu, 3TO no3BonsieT Habnwopatb 3a
KNMHNYECKOWN KapTUHOW, NpeacTaBnsieMOn KOHKPETHbIM (PeHOTMNOM, MoMoraeT
oTCneanTb Koppenauum Mexay eHOTUNOM M FeHOTUMOM, BHOCS TEM CaMbIM
Bkag B oOLme 3HaHusa 06 anbouHu3me.
C oaToM uUenbio 3a nocrnegHee [OecCATUNETME B HECKONbKMX €BPOMEeNCKMX
MEAMLMHCKNX yupexaeHnsax Oblny opraHM3oBaHbl AHEBHbIE CTauMoHapbl Ans
noge ¢ anbOWHM3MOM, B KOTOPbIX MPOBOAMTCS KOMMIEKCHoe obcnenoBaHve
(oepmaTonoruyeckoe, reHeTM4eckoe u oTanbMONoOrnyeckoe) B TeyeHue
ogHoro pAHsA. CerogHsi Takue nporpammbl OGCrefoBaHWi OOCTYMHbI B
cregyloLwmx yypexaeHusix Esponbi:

e ®paHumsa: CHU de Bordeaux

http://www.genespoir.org/documents/A04_Albinisme/Doc-Bordeaux.pdf

Secrétariat des Consultations de Dermatologie

TenedboH: +33 5 56 79 56 22

on.noyTa: christine.dambon@chu-bordeaux.fr

* ®paHuums: Hopital Necker-Enfants Malades a Paris

Secrétariat de la consultation

TenedpoH: +33 1 44 49 46 62 or +33 1 44 49 43 37

* Utanua: Milan Niguarda Ca’Granda Hospital

A.O. Ospedale Niguarda Ca’ Granda — Milano Oculistica pediatrica:

TenedboH: +39 02 6444 3297




Onepau,ml no ucnpasneHnto HUCTarma u Kocornasma

Huctarm cHWXKaeT OCTPOTY 3peHusa U genaeT 3peHne ManokoMdopTHbIM. YacTo,
yToObl My4ylle BMOETb, 4YENOBeK C anbOVMHM3MOM HEOCO3HAHHO MPUHMMAET
NCKaXKEHHYHO MO3Yy C HAKITOHOM rofoBbl. B 3TOM nonoxeHun, 4acto HeygobHOM,
adppeKkT HucTarMa yMeHbLUaeTCsa U MOXET OblTb MPaKTUYECKN HE3aMETHbIM.
Heobxogumo OTMETUTb, YTO NpPU BPOXOEHHOM HucTarme?®) BochnpuvHUMaemoe
YernoBekoM MU3obpaxkeHne He apuraetcs. Cnydan ocumnnoncun@! kpaiHe peaoku.
HucTarm, KOTOpbIi MOXET COMPOBOXAATBCA M KOCOIMa3veM, Takke 3aTpyaHsieT
OTHOLLIEHNS C COLIMYMOM.

Onepauus No KOppeKuuu HUCTarma, Kak U1 NpUcoeauHEHHOro Kocornasus,
BO3MOXHa. OHa No3BONMT YMEHbLUWTL Harpy3Ky Ha rmasa v caenatb 3peHve bonee
KOMPOPTHbIM, B TO BPEMS KaK yry4LlEeHE OCTPOThI 3pEHNS HEMNMb3S rapaHTMpPOoBaTh
n3-3a gedektoB cetyatku. o kparHeln mepe, addekT oT onepauun obnerdyunt
obLleHne ¢ gpyrumu nogbMu, 6e3 cMylleHust cobecegHuka OT MPOSIBIEHUN
HucTarma. Takke ynayT Oonm B LUEAHOM OTAene MO3BOHOYHUKA U3-3a [asHom
KpmBoOLLEWN.

Uem paHblue OydeT BbINorHeHa onepauys, TeM 60orbLue 3TO NO3BONUT HaAeAaTbCs
Ha yMeHbLLIEeHe ambrnonmm Bo B3pOCITOM BO3pacTe - 3a CHET bornee NpaBuibHOM
pas3BUTUSI 3PUTENBHON CUCTEMbI B AETCTBE.

Onepauuo MOXHO caenaTtb B BO3pacTe ABYX-TPEX JIET, @ MOXHO NMPOBECTU U BO
B3pPOCIIOM BO3pacTe — B K&XXAOM cryyae MHAUBUAYaIbHO.

usHb ¢ abbMHU3IMOM

3alwmTa Koxmu

HepocTatoyHasi nurmeHTaumst (B CMbICIie ECTECTBEHHOW 3aLLUTbI OT CONTHEYHbIX
ny4yen) genaet anb6UHOCOB O4EHb YYBCTBUTEMbLHBIMMW K COMHLLY.

MUrMeHT MemnaHWH CUHTE3MpYyeTCs B  MenaHoCOoMax, BHYTPU  KIETOK
MenaHounToB. MenaHouuTbl 0OHaPYKMBAKTCS B KOXE, B BOITOCSIHbIX JTYKOBULIAX,
B NMUIMEHTUPOBAHHOM CIlOe CeTYaTKK1, B pafy’KKe, a Takke BO BHYTPEHHEM yXe.
B ycnoBusix OTCYTCTBMS KOXKHOW 3aLUThI FNaBHbIMU OCIIOXKHEHUSIMU NPK [1aso-
KOXXHOM anbOuHM3MEe SBMNSATCA aKTUHUYecKne Kepatosbl®), kapuuHOoMbI?®)
(6a3anbHOKNETO4HbIE? " aNnaepMonaHbIe; Takke Ha3blBaeMble
MIOCKOKMETOUYHLIMUZY)) Ha y4yacTkax, OTKPbITbIX COMHEYHOMY OOMNyYeHMH.
Y niogen ¢ anbbnuHM3Mom OTMEeYarT MeNaHOMbl, HO, B MPUHLMNE, He 4alle,
YyeM Yy ocTanbHbIX. AKTMBHasi COMHUe3allMTa C caMoro paHHero Bo3pacTa
MO3BONSAET OrPaHMYUTL Pa3BUTME 3TUX KOXHbIX HOBOOOpasoBaHun. [Mpexae
BCEro, 3alUMTy [OSKHa obecnevmBaTb odexpa — C ANVMHHBbIMK pyKaBamu 13
NAOTHOW TKaHW, NPENATCTBYOLLEN nonagaHuio ynstpaduoneTa (CyLecTByoT
creumanusnpoBaHHble Mapku ogexabl «aHTu-Yo®» 50+), 1 rorioBHble YGopbl C
LUMPOKUMM nonsimu. Takke, 30HbI, BbIHY>KAEHHO OTKPbITbIE CONHLY (MU0, PYKM),
Heobxoammo obpabaTbiBaTh COMHLUE3ALLMTHBIMU KPEMAMMU C BbICOKOW CTEMEHBIO
3aWwnTbl «aHTU-YOA n aHtu-YOb», cobniogas pekoMmeHgaumm no [o3am U
YacToTe UX HaHeceHusi. B mogpocTkoBOM Bo3pacTe HeOOXOAMM YCUIEHHbIV
KOHTPOINb W MHAOPMUPOBAHUE, >KemnaTenbHO EeXEerogHoe KIMHUYecKoe



HabniogeHne No BbISBMEHUIO MPeapakoBbiIX M PaKoBbIX HOBOOOpa3oBaHWN.
Ecnu cnegoBaTtb 9TM NpyHUMNaGM 3aLLUWTbl, PUCK BO3HUKHOBEHWS paKa KOXu y

anbbuHoca ByaeT He Bbille, YEM Y OCTanbHbIX MOAEN.

Koppekuusa aHoManumn onTUKu

AHomanuu  pedpakumm  3peHusa  (4anbHO30PKOCTb,  GNM30PYKOCTb,
acTUrmaTtuam), CONnpoOBOXAALNE 3PUTENBHYIH HECOCTOATENBHOCTDL CETYATKN,
KaK MOXHO ObICTpee AOMKHblI NOABEPrHYTHLCA KOPPEKLMU OYKaMU Unn
KECTKMMWN KOHTaKTHbIMU NTMH3aMu € YP-bmnsTpom.

JKECTKME KOHTaKTHble IMH3bl 06ecneynBaldT ONTUMAIbHYIO ONTUYECKYHD
3awuTy, 3PPEKTUBHO KOPPEKTMPYS acTUrMaTmam, U 4acTo YMeEHbLUAKT
NposiBNEHNs HACTarMa, yny4ilas TemMm caMblM TOYHOCTb LLEeHTPanbHOro 3peHust.
Vcnonb3oBaHWe NMWMH3 ANUTENbHOrO HoLeHMA®® BO3MOXHO C caMoro paHHero
Bo3pacTa (c6 mecsueB), 4To cnocobcTByeT bonee npaBuibHOMY OPMUPOBAHMIO
eLLé He3penow 3puTenbHOM cucTeMbl pebénka. [1ns 4OCTmKeHMs 3Toro adhdpekTa
onTu4eckasl Koppekuus gormkHa ObiTb MakcumanbHoW. CBeTOOO0S3Hb MOXET
ObITb YMEHbLLEHA, a ceTyaTka 3allyuLLeHa, Npy NpaBubHOM BblOOPE rONMoOBHbIX
ybopoB, CONHUE3aLLMTHBIX O4KOB, TOHUPOBAHHLIX NIMH3. Jly4lle ncnonb3oBarb
O4YKM ¢ nonsipusaumen. Bcé€ ato gaét BO3MOXHOCTb 06Mnerdntb cybbekTuBHbIE
CYMMTOMbI, @ TAKKE YNyYLNTb COCTOSTHME 3PUTENTbHOM CUCTEMBI.

Uto kacaetca odTanbMoriormyeckux npobrnem, CBA3aHHbIX C HUCTArmMom,
Kocornasuem, runonnasven ¢oBea W HapyLeHWn pasBUTUS 3PUTENBHOMO
aHanuaartopa - OHM He noanexar KoOppeKLMM O4KaMu Unm NMH3aMu.
YBenuunutenbHble npubopbl  (Nynbl, BUOEOYBEMUYUTENN, KOMMBIOTEPbI C
YBEMNUYUTENBHBIM MNPOrpamMMHbIM  0BecnevyeHnem) MOoryT MoMoub YryylinTb
OnmxHee 3peHne B NPOLIECCE LUKOMbHOrO 00yYeHns nnm npodeccnoHanbHom
nesaTenbHOCTH.

He xenas BblaenaTbCa Cpean CBEPCTHMKOB, MOAPOCTKM YAcTO OTKa3blBAKTCA
OT CMULLKOM 3aMeTHbIX NPUBOpPOB. X MOXXHO 3aMeHNTb Ha 6ornee KOMMakTHbIE
n apbeKTUBHbIE: HANPUMeEpP, KapMaHHasi nyna ¢ NoAacBeTKoW Ans GrivmkHero

3pEHVsT U MOHOKYNSAP AS1s AanbHEro.

Ocob6eHHOCTU opraHusauum odbyyeHus

MHdopMuUpoBaHHOCTbL OKpyXaloLmMX UMeeT nepBoCcTeneHHoe 3HavyeHue. B
nepByto odepenb HeOOXOAMMO MOCTaBUTb B M3BECTHOCTL 0ByYatoLLmMI nepcoHan
06 0coBeHHOCTAX 3peHust pebEHka, Y4TO MO3BOMUT MPUHATH CaMble MPOCTble
Mepbl Mo yoobcTBy 1 0GNerYeHnto MHTerpaunn. Y4eHuka cnegyet nocagutb Kak
MOXXHO Grnvpke K JOCKe, NevaTHbIV TEKCT AOomkeH ObiTe aganTupoBaH (KOHTpacT,
¢opmar). Bo3amoxxHO, nmoHagobutcss Mpuenevb cneumanucta no npodnemam
3peHns B nomollp yuutento. CBegeHWs O AuarHo3ax, KacarlUMXCH 3peHus,
OOMKHbI ObITb OTPaXEHbI B LLKOMbHOW A0KYMeHTaLmMn. MoXeT ObITb YCTaHOBNEHO
WHOMBMAYANbHOE pacnucaHue, yBeNMYeHo BPeEMs 4151 BbINONIHEHNS 3a4aHNIA BO
BpEMSs 9K3aMEHOB.

PasnnyHble npucnocobneHnss ans nomoLwin ngaMm ¢ npobrnemamy 3peHus
(komnblOTEPBLI CO cneuvanbHbiM NporpaMMHbIM - obecnedeHnemM, HakIoHHbIE
napTbl U CTONbI) cAenakT NOBCEOHEBHYHO XM3Hb 6ornee KOMGOPTHON.




Bo ®paHuuu, B pa3nnyHbIX €€ AenapTameHTax, 4eNCTBYIOT opraHM3aumm B
nomMoLlb poauTensiMm U obyyvarolemy nepcoHany. Hanpumep,
* S3AIS: Service d’Aide a I'’Acquisition de I’Autonomie et a I'Intégration
Scolaire (Cny»x6a nogaepXkn aBTOHOMHOCTU U LUKOMbHOW UHTErpauum),
* S3AS: Service d’Aide a I'’Acquisition de I’Autonomie et a la Scolarisation
(Cny>x6a nopgaepKkn aBTOHOMHOCTY U LLKOSIbHOTO 00y4eHuns),
* SAFEP: Service d’Accompagnement Familial et d’Education Précoce
(Cnyxba conpoBOXAEHUSI CEMbW N PAHHETO Pa3BUTUS),
* CRDV: Centre de Rééducation pour Déficients Visuels de Clermont-
Ferrand (LleHTp npodeccrnonanbHom peabunutauum ans cnabosnaawmx r.
KnepmoH-®eppaH),
¢ IRECOV: Institut de Rééducation et d’Education pour la Communication,
I'Ouie et la Vue de Tours (MHCTUTYT nepeobyyeHmns n obyveHns nogen ¢
HapyLLeHUsIMIN cryxa u 3peHuns, T. Typ)
* CAMSP: Centre d’Action Médico-Sociale Précoce (LieHTp meaumko-
coumnanbHOW NogaePKKM B paHHeEM Bo3pacTe).

«3aHumasice 031000, 3abbigaelub 0 Hedy2e»
ConeH, suye-dyemnuoHka ®paHyuu no d3r0do 2010,
2012 u 2013 ee (cpedu uHsanudos)




occapuin

") Mf’MnonurmeHTaumsa - ocnabnexvie nnu
MOfHOe OTCYTCTBME NUrMeHTaLun (OKpackw),
BbI3blBAEMOE HEOCTaTKOM COLEpPKaHNSA
MernaHvHa B KINeTkax KOXu, BOTIOCSHOTO
rnokpoBa

@ TpaHcunnoMUHaLMA - METOA
1ccrnenoBaHmnsi, COCTOSILLIMIA B MPOCBEYMBAHNM
rrasa ¢ NoMoLLbto My4Yka CBETa,
NoCbINaeMoro Yepes 3paqok

® doBea - LeHTpasibHasi 30Ha MakyJlbl,
MECTO MaKCMMasibHOW OCTPOThI 3peHMs!

4 AMGRIMONUA - 3HAYNTENBbHOE CHUXKEHME
LieHTpasibHOM OCTPOTbI 3pEHMS Ha OOHOM UMK
[OBYX rmasax 6e3 opraHU4eckux nopaxeHui
3pUTENBHON CUCTEMBI

® Huctarm - HekOHTponMpyemoe
konebGaTenbHoe ABMXEHMWE rMasHbIX A6MoK,
YalLle BCEro, B rOpU30OHTasIbHOM MIIOCKOCTM
© CBeT060513Hb (hoTOohooUA) -
GonesHeHHasi YyBCTBUTENbHOCTL [nasa K
cBeTy

™ Kocorna3sue (cTpabusm) - paccTpoincTeo,
npy KOTOPOM 3pUTESNbHBIE OCK HE MOTYT BbITh
cBeAeHbl Ha 0gHOM 06bekTe, YTo MellaeTt
HOpMaribHOMY GUHOKYMSIPHOMY 3PEHWIO.
MoxeT BbITb CXOAALLMMCS U PacXOAsLLMMCS.
MeLuaeT pasBUTUIO CTEPEOCKOMNYECKOrO
(penbedHoro, 06beMHOro) 3peHns pebeéHka.
Heobxoaumo Kak MOXHO ObICTpee BbISBUTb
NPUYKHY AN BO3MOXHOW KOpPeKLum

® FomMonornyHbIe XpOMOCOMBI -
XPOMOCOMbI OfMHaKoBOW hOpPMbI U pasmepa
N HeCyLLME OOHY U TY e reHETUYECKYHO
NHOpMaLMIo

© AyTOCOMHbI€ XPOMOCOMbI - NapHble
XPOMOCOMbI, OAMHAKOBbIE AJ151 MYXYUH U NS
XEHLLUUH (XpomMocoMmbl ¢ 1-i1 no 20-10)

(19 Annenb - BapMaHT O4HOIO 1 TOrO Xe
reHa. MoXeT cyLlecTBOBaTb HECKOMNMBbKO
annenen (popm, BapmaHTOB) OQHOIO reHa.
HekoTopble 13 HUX — QOMUHAHTHbIE, Apyrue
— peLeccrBHble. Bce Mbl — HocuTenu AByxX
annenen Ka)kgoro U3 HalMx reHoB.

(1) [loMMHaHTHBLIN - ansnerb, OTBeYaloLLMi 3a
NposiBNEeHNE NpuU3HaKa B HE3aBUCUMOCTM OT
NPWCYTCTBUSA APYroro annens.

(12 PeyecCUBHbIN - annenb, KOAUPYLLNIA
Npu3HaK, KOTOPbIN NPOSIBUTCS TOSNBKO B
crnyyae nepefayu ero AByMsi poguTensiMu, B
cryyae ayTOCOMHbIX FeHOB.

(13 Makyna - XenToe NATHO B LieHTpe
ceTyaTku. ATO 30Ha, rae OCTpoTa 3peHNs
[OCTUraeT Makcumyma.

(9 MakynsipHasi runonnasus - BpOXAEHHbIN
: AedeKT HeopPa3BUTUS MaKyribl

: (19 AcTurmaTusm - aedbekT 3peHns,

: CBSI3aHHbIN YaLlle BCEro C HapyLleHuem

: cbopMbl poroBuLbl

(19 NlanbHO30pPKOCTb (FrMnepmMeTponus)

! - HapyLueHWe pedpakLmu, Npu KOTOPOM

' CHWXaeTCsl OCTpOTa 3peHWsi Npu B3rnsae Ha
: npeameTbl BONM3K

¢ () BIM30PYKOCTb (MMONKA) - HapyLUEHMe
! pedbpakumu, Npy KOTOPOM CHUXKAETCS

: OCTpOTa 3peHusi Npu B3rMsae Ha NpeaMeTbl,
: pacrnosioxeHHble Ha AanbHEM PacCTOSIHUN.
¢ (18 [eHOTMN - COBOKYMHOCTb NEHETUYECKIX

! XapaKTepucTUK MHAMBMAA. [eHOTUN MOXHO
: paccmaTpuBaTb Kak HEKUMA «TeHETUYECKUN

: MacnopT» KOHKPETHOrO OpraHMama.

¢ (9 PeHOTMN - COBOKYMHOCTb BHELLHNX

! XapaKTepWUCTUK OpraHuama, Harnpumvep,

: LBeT BOSIOC, rnas, hopmMa yLien, Hoca, pocT,
: rpynna kpoBu v T.4. OTyacTn dpeHoTUn

i paccmaTpuBaloT Kak BHELHee NposiBneHne
: reHoTuna.

: (29 BpoxxaeHHbIN HUCTArM - HUCTarm,

: BCNEACTBUE BPOXKOEHHOIO HapyLueHs (B
OTNNYME OT HUCTarma NPUOBPETEHHOIO).

1 MoxeT NposiBNATLCS Yepes HEKOTOPOoe BPeEMSt
: nocne poXxaeHusi, Ha 2-3 MecsiLe XU3HN
@) Ocumnnoncus - UNM3ns CoaporaHns

: okpyxaoLLeit 06CTaHOBKN

: (22 AKTUHUYeCKMe KepaTo3bl - orpy6GeHre

: YYacTKOB KOXM, NMOABEPKEHHbBIX

i UpesMepHOMY BO3LENCTBUIO CONMHEYHbIX

: nydei.

: (2% KapumHoma - 3roka4ecTBeHHasi onyxorib,
: pa3BMBalOLLAsCS U3 KNETOK anuTenmansHom
(NOBEPXHOCTHO) TKaHWN KOXM.

: 24 BasanbHOKINETOYHasA KapLMHOMA - BUZ,
: paka KoXw, pa3BvBaloLLmMiics B 6azanbHOM

: (camom rmy6okom) crioe anuaepmuca, Ha

i rpaHuLie Mexzy anuLepMICOM 1 JepMOoit

! ) [InockokneTo4YHas KapLuMHoMa

' - BUA paka, KOTOpbIi pa3BMBaeTCs B

: anuTENManbHbIX KNeTKax Koxu, BHYTPU

¢ anuaepmmca.

@9 J[TUH3bI ANUTENbBHOrO HOLEHUS! -

' Npou3BedeHbl U3 MaTeprarnoB HOBOMO

: MOKOMeHUs!, MPoMnyckatoLUx KUCIIOPOa,

i Bnarogapst YeMy ST NNH3bI MOXHO HOCUTB,
: He cHUMas, AHEM 1 Houbto, Ao 30 gHen

: noapsA.




«XKeHacriyap nogaepxvBaeT MeHs B
OLLYyLLIeHUH, 4YTO 51 HE OQMH, N 4TO BMECTEe Mbl
— cuna — Ans ABwXeHus Bnepéay
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