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HACJIEOCTBEHHbIE
OAUCTPOD®UUN CETHATKHU cemusmm

O6cyxaeHue guarHo3sa
C naumeHTaMu n Ux

BBegeHune

[unarHo3 «HacnencteeHHas ancTpodums ceT4aTkmy
(HOC) wnn paxke noao3peHne Ha HEro MOXET ObITb
3MOLMOHANbHO HENPOCTLIM NEPUOAOM Kak aAns
poauTtenen, Tak n ons pedeHka. XoTs ob6bsicHEHNE
CYMMTOMOB MO3BOSISIET CMSArYUTL BOCIPUSTAE CUTYaLIUK,
06oyMbIBaHME BapMaHTOB JIEYEHUS 1 MHOXECTBA
noTeHLManbHbIX NPobrem MOXeT oKa3aTbCs HACTOSALLUM
ncnbITaHMeM. OTO MOryT ObITb ONAceHUs No Nnoeoady
BO3MOXHOW CrenoTbl, BIUSIHUS Ha pa3BuTne pebeHka

1 obecneyeHnss MakCUMarnbHOWM NOAaEPKKM Opyr Apyra
NPV NPUHATMN BaXHbIX PELLEHWIA.

B 10 ke Bpems obcyanTb Lenbii psig BONpocoB

1 NpobreM 3a KOPOTKOE BpeMsi, OTBEAEHHOE Ha NPUeEM

y Bpaya, MOXeT ObITb 3aTpyaHUTENbLHO. [M03TOMY YTOOI
NMoMoYb BaM Npeayragatb HEKOTOPbIE BOMPOCHI, KOTOPbIE
MOTYT BO3HWUKHYTb Y POAUTENEN U NNLL, YXaXKMBAIOLLMX

3a naumeHToM, npu o06cyxaeHun guarHosa HAC, Mol
paspaboTanv AaHHOe PyKOBOACTBO AN Bpayel.

Kak npegyragaTtb BONPOCHI
poauTenen n onekyHoB

Xotsa npenyragatb BCe BO3MOXXHblE€ BOMPOCHI
pO,D,I/ITeﬂeVI HenpocCTo, eCTb MHOIo Takux, KOTopble BaM
3adaayT HaBepHAKa.

e [lpexae BCero poauTenn 3axoTaT 3HaTb, Kak 3TOT
[AMarHo3 oTpasnTCsl Ha XU3HK ux pebeHka celvac
n B bygyuiem.

e Ckopee Bcero, Ux 0ynet TpeBOXMUTb, Kak
3aboneBaHne NOBNUSIET Ha y4eby B LUKOne,
obLeHne ¢ gpysbamn, paboTy 1 B3pOCHyHO XN3Hb
B LiernoM. Ecnn 310 Mmonogble poguTenu, UM Takxke
OyQeTt BaXKHO y3HaTb 0 HEOOXOAMMOCTM aganTaunm
1 BeposATHOCTM HacnegosaHma HOC 6yagywmmm
aetbmun. OTBEYas Ha BOMPOCHI O CUMMTOMAaXx UK
HapyLUEHUSAX 3pEHMS, XenaTenbHO n3beratb Hay4YHON
NEKCUKM U HEMOHATHON TEPMUHOMNOIMM, HO B TO XKe
BpeMsi BaXKHO peanMcTU4YHO OnncbiBaTb OXXMAaeMble
nocnencteus. [laxe B cnyyae HebnaronpuaTHOro
NpOorHo3a oTBEeThbl He JOMKHbI OblTb HErATUBHBLIMY,

1 OCHOBHOE BHUMaHWe criegyet yaensiTe ToMy, 4To
MOXHO cAenatb AN Yry4LleHUss COCTOSTHUS.

Mbl cobpanu HekoTopble TUNWYHbIE BOMPOCHI, KOTOPbIE
MOryT 3agaTb poguTenu, u CrpynnMpoBany no remam:
NnocTaHOBKa AMarHo3a, YTo OXXnaaTth B AanbHeNLWeM

W KaK Nony41Tb NOMOLLb U AOMONHUTENBHYIO
WHopMaumio.

NMoHumanne HOC
N NOCTAHOBKAa AuarHosa

Tunel HAC pasnuyatotcs no Havany, TSHKecTn u
nporpeccrpoBaHuio 3abonesaHns B 3aBUCUMOCTY
OT NOBPEXAEHHOIO reHa U NopaXKeHHbIX KNeTok'>.

CnepoBarternbHO, TPYAHO CKasaTb HABEpPHSIKA,

YTO MOXET MPOU30NTN C KOHKPETHBIM NaLUeHTOM.
MonekynsipHo-reHeTu4eckas guarHocTka — 3T1o
€[IMHCTBEHHbIN CMOCO6 YCTAHOBUTb UCTUHHBIN ANarHos,
MO3TOMY Ba)KHO PEKOMEH0BAaTb €ro POAUTENSM.

Kakon Tun HOC u cneundunyeckas
reHHas MyTaumsa y pebeHka n Kak
MOXeT nporpeccupoBatb 3aboreBaHune

e Ha Kakme OCHOBHbIE CUMMTOMbI cnenyet
o6pau.|.aTb BHMUMaHWNE C Te4eHnem BpeMeHVI?

e Kak 6ynet nporpeccupoBatb 3aboneBaHue,
KaK ObICTPO yXyOLUUTCS 3peHNe, Kakon Mcxosa
3aboneBaHna?

MocneactBua gnsa Gyaywiero
pebeHka
e Kak MOXXHO Momo4b pebeHKy nony4nTb

obpasoBaHue n ycTpoutbcs B byayLiem
Ha paboTy?

e [MnaHWpoBaHMe CEMbU U PUCK Pa3BUTUSA
3aboneBaHns y Apyrvx AeTein B cembe

Bpotutopa noarotosneHa npu nogaepxke 000 «HoeapTuc dapman

d N OVA RT I S 000 «Hosaptuc ®apmay, 125315, r. Mocksa, lleHuHrpaackuit np., aom 70.

Ten: +7(495) 967-12-70, cpakc +7(495) 967-12-68. www.novartis.ru
374771/Retina/Dig/01.22/0 - HCPs

HAC - HacnepcBeHHble AUCTPOtUN ceTyaTku.
Tonbko ANs MeAULMHCKUX 1 hapMaLeBTUYecKX paBoTHUKOB. [NA pacnpocTpaHeHus B MECTaX NPOBeAEHUs MEAULMHCKNX

YECKMX BbICTABOK, ¥ UHBIX NO/J0BHbIX MEpONpuUATHIA. Mcnonb3oBaHHble

He nauueHTos.



BO B3AMMOOEUCTBUU
C NEYALWLUUM BPAYOM

Bo3MOXHO, poanTENM NPOLLMM JOMAMMIA NyTb

[0 NOCTaHOBKM UCTUHHOTO anarHosa HAC, noatomy
OHW MOTYT He NoHMMaTb, YTO AenaTb ganblue. Ckopee
BCEr0, OHW 3aX0TAT y3HaTb O BapuMaHTax Tepanum

1 O JOMOJSTHUTENbHBIX BUAAX ANarHOCTUKN.

HeBo3MoXHOCTb Nony4nTb H6e3oTnaratenbHoe neyYeHne
MOXET NPUBECTU poanTenen B oTHasiHue, NoaTomy
Ba)XHO 3aBEPUTb WX, YTO OHU MOFYT paccyMTbiBaTb

Ha NMOMOLLb U NOAAEPXKKY.

Ba)kHO 4eTKko onncaTb NPOLECC BbINWUCKM HamnpasBneHus
1 BO3MOXXHOCTb OMepaTMBHO MOMyYnUTb pe3ynbTaThbl
reHeTU4YecKon ANarHOCTUKK, BKIOYas CPOKMU,
TpebyeMble Ans Kaxagoro wara. Heobxoaumo
0OBSACHUTL POAUTENAM NPEVMMYLLIECTBA KOHCYNbTaLMN
Bpaya-reHeTnKa, HO Npyn 3TOM AaTh MOHATL, YTO He BCe
BapuaHTbl Tepanuu Unu KNMHUYecKoro HabnogeHus
MOTYT ObITb AOCTYMHBbI.

CmMoryT nn oHW 0BpaTUTLCA K Bpayy,
cneunann3npyroiemMmycd Ha nevyeHnin
HOC?

e CKONbKO BpEMEHU 0ObIYHO HYXXHO, YTOObI

NoNy4YnTb HanpaerieHne K Bpady?

e Kro ewe bygeT yyactBoBath B nevyeHmn HOC
y pebeHka?

e [MoTpebyeTcs Nu e3anUTb B CNeLManU3npoBaHHbIN
LeHTp?

CmMoryT N1 OHU NPOBECTU MOJSIEKYIISIPHO-
reHeTUYeCKYyto ONarHOCTUKY U KakoBbl €€
npeumyLlecTea?

° ,D,OCTynHOCTb, CTOMMOCTb reHeTu4ecKkoro
TECTUPOBAHUA N BEPOATHOCTb NOATBEPXAOEHHOIO
AanarHosa

° I'Ipou,ecc nony4vyeHuna HanpaBneHuna n 4To
BKIlovaeT B cebs nccnegopaHune

* HeobxogumocTb KOHCYyIbTauunun Bpa4va-reHeTuka

KakoBbl BapnaHTbl fle4eHnsa?

e PaspabartbiBatoTca nu kakme-nnbo meTtoabl
neyeHus atoro Tuna HAOC?

e [lpoBoaATcsa Nu Kakne-nnMbo KINnMHN4eckne
nccnenoBaHNs U KakoBbl KPUTEPUM BKITIOYEHUS
B HUX?

[MomoLlb 1 gononHUTENbHAdA
NHpopMaums

Mocne noctaHoBKM AMarHo3a poauTensM MOXeT
ObITb BaXXHO 3HATb, YTO OHW HE OAUHOKU CO CBOEW
NpPoGNemMoi 1 YTo ecTb Apyrue Noau, CTONKHYBLUNECS
C NOXOXMUMU TPYAHOCTAMMU, KOTOPLIE FOTOBbLI OKa3aTb
noaaepxky. BoamoxHo, OyoeT noneaHo HanpaBuUTb UX
B rPyNnbl NOAAEPXKKM UMW NaUMEeHTCKUEe OpraHu3aLmi.

OT niogen, okasaBLUNXCS B TaKOM e CUTyaLumn, MOXHO
y3HaTb 6OrbllUe O NMPaKTUYECKUX U MCUXONOTNYECKNX
npo6nemMax, CBsI3aHHbIX C NPOXXMBaHNEM C NaLMEHTOM
¢ HOC un yxooom 3a HUM.

Hwnxe YKa3aHa nauneHTCKad
opraHun3auund, B KOTOPYHO MOXHO
HarnpaBuTb NMNauneHToB

£e _ [laumeHTCKkas opraHmsauus
Y1o6b1 BUAETL! ((l"ITO6bI BMﬂeTb!))

MexpernoHanbHas 06LleCTBEHHast opraHn3aunst
NOAAEPXKKN CeEMEN C HacneaCTBEHHbIMU
auctpodusamm cetyatkm “Ytobbl BUgeThH!"
cywectByeT ¢ 2016 roga.

Ha ee cante (looktosee.ru) n Ha cTpaHuuax

B coLMarnbHbIX CETAX eXeHeaenbHo nybnukyoTces
NCTOPUM 13 XU3HU Mogen, JobuBLUMXCS ycnexa,
HecMoTps Ha 6onesHb, ecTb MHOpMaLUms

0 NpaBWUMbHOW adanTaLun K XN3HU COo
cnaboBMOeHNEM N O TEXHUYECKMX CpeacTBax
peabunuraymu.

[nsa sBcTtynneHns B pagbl "Y1obbl BugeTs!”
Heobx0QUMO 3anoNHUTL aHKETY Ha canTe
https://looktosee.ru/

HononHuteneHyto nHdopmauno o HOC
Bbl MOXXETE HAWTN Ha calTe NaLneHTCKoNn
&P opraHusauum "Utobsl BuaeTs!"

https://looktosee.ru
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Hanbonee 4yacTtas nogen XueeT reHoB, OTBETCTBEHHbI nauyueHToB ¢ H3C
nNpUYMHa HU3KOro c H3C? 3a passutue H3C, npeanounu 6bI caenatb
3peHun y geten — H3 yXe BbISIBNeHO? reHeTM4ecKkun aHanms**

B TeueHne mHorux net anarHo3 H3C cTaBuncs TONbKO Ha OCHOBAHUW KIMTMHWNYECKOWN KapTWHbI 3abonesaHus.
Ceitvac, bnarogaps passuUTUIO FEHETUKU, KIIMHUYECKUI ANarHo3 — TONbKO NepBbIi 3Tan Ha nyTu NOCTaHOBKK
OKOHYaTeNlbHOro KIIMHUKO-reHeTU4ecKoro amarHo3a’

MpUUMHHBIE MyTaLyuu MOFyT GbITb
3auem NPOBOAMTE FeHeTUeckui aHanua? BbisBNeHb! y 60-80% nauvenTos ¢ H3C®

m [loaTBEpANTD KIMNHNUYECKUIN gnarHo3®

m YTOYHUTb NPOrHo3 3aboreBaHnsl 1 CniaHMpoBaThb AanbHENLLYHO KM3Hb NauMeHTa®

m [TpoBecTn TECTMPOBaHME YNIEHOB CEMbM U ONPEAENUTbL PUCK HAcreaoBaHMs”

m [IpUHATL y4acTme B KNMMHUYECKUX UCCreaoBaHusIX (Mpy COOTBETCTBUMN KPUTEPUSAM BKIHOYEHUS )8
m BbITb FOTOBLIM K BbIXOAy reHoTepanumu'®

m [lonyynTb NOMOLLb M NOAAEPXKKY B CNELUMann3npoBaHHbIX NaUMEHTCKUX coobLlecTBax®

m CHATb 6ECNOKONCTBO M CTPECC, Bbl3BaHHbIE HEN3BECTHOCTbLHO®

leHeTnyeck

HacneacteenHbix

as Il?ll/lal'HOCTIrIKc‘:'l
3a60neBaHm71 CeTyatku

Nuua Ha He sBnsioTcs

Ha Bcen tepputopun PP komnanmen OO0 «MeakoHHekT» npu nogaepxke OO0 «Hoaptuc ®apmay» npoBoanTcs
6ecnnartHas NMporpaMma No reHeTU4EeCKOM ANAarHOCTUKE NaLMEeHTOB C ayTOCOMHO-PELeCCUBHbIM U30NTMPOBaHHbIM
MUrMEHTHbIM PETUHUTOM UK BPOXAEHHbIM aMaBpo3oM Jle6epa, NpeanonoXxuTenbLHO Bbi3BaHHLIMU GuannenbHbIMU
MyTaumamm B reHe RPE65, u ux poacTBEHHUKOB, U NpeaocTaBneHnn nHgopmaumm o 3aboneBaHnn U obpase XKu3Hu

leHeTnyecknii aHanua metogoM NGS (He meHee 100 reHOB, OTBETCTBEHHbIX 3a pa3suTue H3C, B T.4. reH RPE65)

2 AHanus no CaHrepy Ans nogTBEPXKAEHME HanAeHHbIX Ha aTane Ne1 GnannenbHbix MyTauun B reHe RPEGS.
Sl TonbKo Mpu yyacTum Guonornyecknx pogutenen naumeHTta. BoamoxHo yyactme 6patbeB / cecTep naumeHTa

Fopsvas nuHua paboTaeT B GygHue OHU
@ MoopoGHee: ¢ 10:00 — 19:00 N0 MOCKOBCKOMY BpeMeHH,

YyacTue B nporpamme
npeaycMoTPEHO TONbLKO

Aansa Bpa4ven. Bpau:

3BOHOK 6ecnnaTHbIW Ans Bcex permoHoB P&

www.retinagene.ru

retinagene@mdconnect.ru @ 8-800-301-04-65

H3C - HacneacTeeHHble 3abonesaHnsa cetyatki, NGS — cekseHMpoBaH1e HOBOrO NOKONEHNs

*nccneposaHue nposeaeHo B Benukobputanum. **VcnonbaosaHHble N306paxeHmns He ABNAKTCA M306paXeHNAMN peanbHbiX NauneHTos
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TeHeTn4eckoe TeCTUpoBaHME OCYLLECTBNAETCS NMLEH3MpOoBaHHbIMK NabopaTopusmu.

m OTOMpaeT nauMeHToB
m MoJaeT 3asBKy
m HanpaenseT buomartepuan




KPUTEPUUN OTBOPA NALUMEHTOB ONA YYACTUA B 1 STANE NMPOIPA

= Mogo3peHne Ha ayTOCOMHO-peLleCCUBHbIN usonupoBaHHbin MNP wnu BAJ:
Hanuyne MUHMMYM OAHOIO U3 CUMNTOMOB Nano4ykoBON AUcTpocumn
(1) HUKmaronus, xapakmepu3ayru,asicsi MOUCKOM UCMOYHUKa ceema
01 nayueHmos 0o 3 iem, HoYHoU crienomodl O nayueHmos cmapuwe 3 nem;
(2) Hucmaem; (3) yeenuyeHue gpemMeHuU meMHO8oU adanmauyuu; HopmarbHoe
rnasHoe AHO UMK Hanu4uue nepepacnpenerieHns NUrmeHTa; Hanu4ve
nnockon / yracawwe#n / Hepernctpupyemon 3PT)

u OTCYTCTBMe paHee yCTaHOBﬂeHHOﬁ reHeTU4eCcKom NMPUYUHDbI 3aboneBaHus

= OTCyTCTBME CONMYTCTBYHOLLEN COMaTUUYeCKOW NaTomorum (romeps criyxa,
roye4yHasi He00CMamo4YHOCMb, HapyWeHUe MCUXOMOMOPHO20 Pa3sumus,
ronudaknumusiusi u op.)

= YKaszaHue nHcpopmaymm o Hannyunm 6MonorM4ecknx pogutenen u 60nbHbIX
NMOJTHOKPOBHbIX 6paTbeB / cecTep CO CXOXeW KIMHUYECKOW KapTUHOMN

HA NAUUEHTA OOJTKHbI BblTb NPEOOCTABJIEHbI CKAH / POTOKO[I

m Bbinucka n3 uctopuun 6onesHu / ambynatopHon KapThbl
m VIHhopmupoBaHHoe cornacue no copme NMporpamMmmbl, NOANUCAHHOE NALUEHTOM / €r0 3aKOHHbIM NpeAcTaBUTENEM
Ons naymeHTOB 6 ner n ctapwe:

m 3aKnoyeHne n NpeanodTuTenbHO n3obpaxeHne AP naymeHTa (MakcumanbHas=obuwas OPI, Hannune
nnockon/yracatowen/Hepernctpupyemon IPI)

m 3akntoveHne n cHumkn OKT ueHTpanbHbIX OTAEMNOB CeTYaTKy, BKIHOYas MaKynspHYo 30HY (Hannm4mMe UCTOHYEHUS
HapYXXHbIX CITOEB CETYaTKM)

Ona naumenToB 10 neTt u ctapuue:

m 3aknoyveHve n n3obpaxeHus uccriefoBaHUi nonen 3peHns (NpeanoyTUTeNbHEee - KUHETUYecKas nepumMeTpus
C MCnonb3oBaHneM cTuMmyna pasmepom lll4e no NonbamaHy: Hanmume cyXeHus Nons 3peHns)

KPUTEPUUN OTBOPA AJ1d YHACTUA BO 2 STATE NMPOIrPAMMBbI:

m [MauuneHTsl, y KoTopbix GuannenbHble MmyTauum B reHe RPE65 Gbinuv BbisiBNEHbl No pe3ynstatam atana Ne1l
unu paHee (BHe Mporpammsbl)

m Bronornyeckue poautenu 1 NONHOKPOBHbIE BpaThs / CECTPbI NauMeHTa ¢ GuannenbHbIMU MyTauUsiMy B reHe
RPEG65, a Takke Apyrme KpoBHblE POACTBEHHUKN B Criydae HeOOXOaAnMMOCTH

HA YYACTHUKA OOTXKHbI BblTb NMPEOOCTABJIEHbI CKAH / ®OTOKO

= VIHopmupoBaHHoe cornacue

Ons nauneHTOB, KOTOPbIM paHee (BHe MporpamMmmbl) 661N BbISABNEHbI
OuannenbHble MyTauuu B reHe RPEGS5:

m 3akntoveHue nabopatopun 0 NPOBEAEHUN MOMNEKYNSPHO-FreHETNYECKOro
aHanusa, B pesynbraTe KOTOpOoro obHapyxeHbl buannenbHble MyTaunm
B reHe RPEG65.

[nsa NonHOKPOBHLIX 6paTbeB / cecTep

m Bbinvcka n3 nctopum 6onesHun / ambynatopHoun kapTbl Npu NOLO3PEHUN
Ha P vnu BAN

BAIN — BpoxpaeHHbIin avaepos Jlebepa, 13H — auck 3putensHoro Hepea, OKT — onTuyeckas korepeHTHas Tomorpadus, MNP — NUrMeHTHbI PETUHWT,
3Pl — anekTpopeTuHorpadms.




