LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

HacnencTtBeHHble aucTpodum ceTuaTkm

KnuHnueckune pekomeHdaumn MuHsapasa Poccuu - B3pocnble, AeTH - pefakums 2024 ., ctatyc «[pumeHsaeTcsa» Ha 04.11.2026 - MKB-10:
H35, H35.5, H35.8, H36.8 - ObLluepoccuickas obliecTBeHHasd opraHm3aums "Accoumanms Bpaden-odpranomonoros’, Obepoccumnckas
obLecTBeHHas opraHn3aLms «ObLwecTBo odTanbMonoros Poccumy, Accoumaums MeanUMHCKUX FreEHETUKOB

HacnencTtseHHble AMCTPOGUM CETUATKM — FrEeHETUYECKM 1 KITMHUYECKU HEOAHOPOAHAS Py Mna MPOrpPeCcCupyoLLmMX
3a60/1eBaHUI, KOTOPbIE MOTYT MPUBECTM K BblPaXXeHHOMY CHUXEHUIO 3peHnsa 1 cnenoTe. PekoMeHaaums
OXBaTblBaeT ANArHOCTUKY, MOMEKYNAPHO-FEHEeTUYECKYIO BepUdUKaLIMIO, HabnoaeHve, peabunuTaLmio 1
reHO3aMeCTUTE NbHYIO Tepanuio OTAENbHBIX GOPM, CBA3aHHBIX C MyTaumsamn RPEGS.

naBHOe

« HOC 6biBatOT M30/IMPOBaHHBIMU UMM CUHAPOMHBIMU, @ TUM HACNe40BaHNA MOXET BbITb 8y TOCOMHO-AOMWHAHTHbIM,
ayTOCOMHO-PELLECCUBHBIM, X-CLLEMNEHHbIM UW ANFEHHbBIM.

MpeobnanaHwe NopaxeHus NanoyYKoBOM CUCTEMbI MPOSIBISETCS HUKTANOMUEN U CYXXEHMEM NONS 3PEHUS; NMPU
NpPenMyLLECTBEHHOM NMOPaXeHNM KONBOYEK XapakTepHbl CHUKEHNE OCTPOTbI 3PEHUS], CBETOHOA3HB U
AMCXPOMATONCUS.

BpoxaeHHbIn amaBpo3 [lebepa cnegyeT nofo3peBaTh Yy MIafAeHLa NPy TEXENOM paHHEM CHUXEHWN 3peHnS,
HWCTarMe, BSMOW UMW OTCYTCTBYIOLLEN peakLmy 3pa“koB U OKyNnoaUrnTansHOM CUMATOME; MNa3Hoe HO B NepBble
roabl MOXeT OCTaBaTbCsA 6€3 U3MEHEHUN.

[na NMrMeHTHOro peTMHUTa TUNYHa Tpraaa: MMrMEeHTHbIE U3MEHEHUS CETHaTKM, CYXEHWEe apTepuon 1
BOCKOBUWAHas 651eJHOCTb AMCKA 3PUTENIbHOMO HEPBA; YaCTble OCNOXHEHUA — 3a[HAA CyOKancynapHas katapakTa u
KMCTO3HbIN MaKyNAPHbIN OTEK.

Bcex nauvenToB ¢ HOC pekoMeHayeTCst HanpaBnsTh K Bpady-reHeTuKy; Mpy Hanmymm CUMNTOMOB CUHOPOMHOIO
3a60M1eBaHNA NALMEHTOB HaMPAaBASIOT K CMEXHBIM CNeLManncTam Ans UCKMoUYeH!s CUHAPOMHbIX 3a60neBaHNN.

[Mpw OTCYTCTBUM NaTOreHeTUYECKOro NeYeHns NPOrHO3 AN 3PEHVA B LLeNoM HeBNnaronpuaTHbIN, HO MpY 601e3HN
BecTa 3peHre MOXeT OCTaBaTbCH BbICOKUM AECATUNETUAMU, TOra Kak 60ne3Hb LUTaprapaTa 4acTo npusoamT K
ocTpoTe 3peHns 0,1 v Huxe.

[cnaHcepHbIN KOHTPOMb NPOBOAUT 0D TanbMONOr O4MH pa3 B rof ¢ ucnonb3osaHnem OPI 1 OKT npu Hanuuum
TEXHUYECKOW BO3MOXHOCTH; CeMbe NPOBOAAT MEANKO-FreHeTUYECKOe KOHCYNbTUPOBAaHME C PacCHeTOM
reHeTUYEeCKNX PUCKOB.

OunarHocTuka

1. CobepuTe xanobbl: HUKTanonusa 1 BolMaeHue nons 3peHns xapakTepHbl A8 MMrMeHTHOrO PETUHUTA,
LLeHTparnbHble CKOTOMbI U HapyLUeHWe LBeToOoLLYyLeHVA — Ang 6onesnu Lrtaprapara v 6one3qn becra, a
CBETODBOSA3Hb U CHUXEHWE 3peHNs — AN KONHGOUKOBBIX 1 KOIOOYKOBO-MaNo4koBbiX AMCTPODUI. Y MnadeHLa
YTOUHAWTE Hannuue HUCTarMa, OTCyTCTBUA hUKCaLmm B3opa 1 HapyLweHHOM peakumm 3padkos. YYP C, YOO 5.

2. CobepuTe CeMenHbI aHaMHe3 1 CBeeHUS O COMYTCTBYOLLUMX MMa3HbIX M CUCTEMHbIX 3a601EBaHNSAX; XapaKTep
HacneLoBaHWA MOXET NoACKa3aTb AalbHENLWYo reHeTudeckyo anarHoctuky. YYP C, YOO 5.

3. BbinonHWTE BU30OMETPUIO, PePPaKkTOMETPHUIO, TOHOMETPHMIO, BUOMUKPOCKOMNUIO NEpefHEro oTpesKka u
CTEKTOBUAHOrO Tena, 0PTanibMOCKOMNMIO UM BUOMUKPOCKOMWIO Ma3HOMo AHA B MUAPMa3e; Npy BO3IMOXHOCTU
coenanTte 6MOMUKPOdOTOrpaduUIo rMas3Horo AHa. YpoBeHb yoeamnTenbHoCTU pekoMeHdaum C, YOO 4-5.

4. OuEeHNTE LIBETOBOE 3PEHNE U NONE 3PEHNSA: NEPUMETPUSA HYXHA AN BbIABIEHUS U MOHUTOPWHIa QYHKLMOHANBbHbIX
[edekToB, HO 06bIYHO BLINOMHWMA Y eTen CTapLuero Bo3pacTa, B cpefiHeM nocne 10 neT, npy 4LOCTaTOYHOM
WHTENNeKTyanbHOM Pa3BuUTUK. YPoBEHb YoeauTensHOCTU pekoMmeHdaumn C, YOO 4.

5. MpoBeaunTe anekTpopuanonornyeckoe nccnenosaHune: OPM, 3B Ha cBeTOBbIE U CTPYKTYPUPOBaHHbIE CTUMYIIbI, @
npw TexXHUYeckon BO3MOXHOCTK — S0T. [ng BAJ1 xapakTepHa pe3ko cybHopMasbHasg v oTCyTCTByoWwasn OPT;
HopManbHas OPI" McKoYaeT 3TOT AnarHo3. YpoBeHb yoeamTensHoCcTH pekoMeHaaumm C, YOO 4.

6. BoinonHute OKT BceM naumneHTam ¢ HOC vnv npy noao3pernn Ha HOC; npy NoA03peHUN Ha XOpUonaanbHYo
HeoBackynapusaumio fobasbte OKT-aHrnorpaduio, a B AarHOCTUHECKM CIIOXHbIX Criydasx ncnonb3ymnte OAT.
AyTOGNIOOPECLEHLMIO MPU HANUYMN TEXHNUHECKOW BO3MOXHOCTU MPUMEHSIOT Y NaLLMEHTOB C MOAO3PEHNEM Ha

LLikona CeyeHoBa - WKkonaceyeHoBa.pd/cr/798 - y4ebHas BbiX1MKa, CBEPANTECH C opuLIManbHbIM TekcTom KP 113



nopaxeHue NUrMeHTHOrO ANUTENUS CETYaTKU AN BbISBMEHUS M MOHUTOPWHIa U3MEHEHWI. YPOBEHb
ybeanTensHoCTn pekoMeHpgaunn C, YO 4-5.

7. MNpoBeaunTe MONeKynsapHoO-reHeTnyeckoe ccrnefoBaHne BCeM naumneHTam: cHadana NGS, npu BbISBNIEHUN
NaTOreHHbIX U3MEHEHUN — NPSAMOE CEKBEHNPOBaHWeE No CaHrepy Angd BanvaaLmm; npu orpaHndeHnsx NGS
BO3MOXHO BbirnonHeHne MLPA. YpoBeHb yoeanTenbHocT pekomeHaaumni C, YO0 4.

NeyeHue
+ Ha3HavanTe nonnBMTaMnHbI C MUMHEpPASbHLIMU BELLECTBaMK, COAEPXALLME NMIOTENH 1 3€aKCaHTWH; NauneHTam ¢
bonesHblo LTaprapaTa ncknounTe ButamuH A. YYP C, YOO 5.

* MprHAC, o6ycrnoBneHHbIX brannensHeiMm MyTaumnsamMn RPEGS, Bkitovas BAJT 2-ro Tna v MUrMEeHTHbIM PeTUHKUT 20-
ro T1Ma, NPW HanM4nmM JOCTaTOYHOMO KOMTMYECTBA XM3HECTMOCOBHbIX KIETOK CETHYATKM BbINMONTHAOT
cybpeTuHanbHOe BBEieHe BOPETUIreHa HenapBOBEKa AMA CTabunusaumm unu ynydwenus sapenusa. YYP A, YO 2.

+ BopeTureH HenapBoOBeK BBOAAT B CMELMann3vpoBaHHOM LLEHTPE, B CrieLmanbHO 060pya0BaHHOM ONepaLLMoHHOWN,
rnop obwen aHectesmnen. YYP A, YOO 2.

« MNocne reHo3aMecTUTENbHOM Tepanuu 06CneaynTe NaLeHTa B yYpexaeHuu, rae npoBoannoch neyeHune, yepes |,
3, 6 112 MecsLEB, 3aTEM — He pexe 0OHOro pa3a B rod. KoHTponupynTe 3puTenbHble QYHKLMW M COCTOAHME rnasa,
BK/IOYaA BO3MOXHbIE OCNOXHEHWA: XOPUOPETUHANBbHYIO aTPOPUIO B 30HE BBEAEHUS, INMUCKNEPUT, MaKyNAPHbIN
pa3pbiB, OPTaNbMOrMNePTEH3NIO, KaTapakTy 1 sHOodTanemuT. YYP A, YOO 2.

. meyprmquKoe ledeHne He NokasaHo.

« [1n§a 3aWmnThl OT yNbTPadUoNeToBOM U CUHEN YACTU CreKTpa Ha3HavanTe OuKM CO CneLmanbHbIMU IMH3aMK; Mpu
OTCYTCTBUM Y pebeHKa CBETOBOA3HM BO3MOXHbI MPO3payHble NIMH3bl C 6/10KMPOBKOW CUHMX nyden L400 n
doToxpoMHble NnH3bl. YYP C, YOO 5.

* [Py HU3KUX 3PUTENBHBIX PYHKUMAX MOAOUpaiTe CpeacTBa peabunmTaumm Ans UTEHUs), TMCbMa 1 OPUEHTALLUM B
NMPOCTPAHCTBE; MaLMEHTY MOXET NOTPE60BaTLCSA HECKObKO TEXHUUYECKMX CPEACTB NoA pa3Hble 3adaun. YYP C,
yons.

Korpa HanpaBuTb U Kak HabnogaTb

 Bcex naumneHToB HanpasnsanTe K Bpady-reHeTuKy; Npy nofo3peHnn Ha CUHAPOMHYIO GOPMY — Takxe K HEBPOSOry,
3HOOKPUHOMOTY, CYPAONOry-0TOPUHONAPUHIONOrY 1 APYrMM NPO@UIIbHBIM CMELManncTam no KNMHUYECKUM
nokasanuam. YYP C, YO 5.

« Habntopante naumeHTa y odTanbMonora nepsMyHoOn CrneLmannmanpoBaHHON MeanKO-CaHUTapHOW NOMOLLM OOMH
pa3 B rof ¢ OPI 1 OKT npu HanMunm TexHn4eckom Bo3mMoxHocTu. YYP C, YOI 4.

+ MnaHoBas rocnUTann3aums Hy>XHa 415 NazepHoOro, MEANKaMEHTO3HOMO U GU3MOTEPaNEBTUYECKOrO NEYEHMS,
€CI1 ero Herb3s NPOBECTH aMBynaTopHO.

+ HeoTnoxHo rocnutanMsvpymnTe naumeHTa npu pa3pbiBe Unmn oTcrnorke cetyatky scnencrtane HAOC.

YacTble BOMNPOChHI

Kakune NPU3HaKK 3aCTaBNAKOT 3ano403pnUTb NMUrMEHTHbIN peTMHMT?

Hanbonee xapakTepHbl HUKTaNonus 1 NporpeccupytoLLee CyxeHWe Nons 3peHns. Ha rnasHoM QHe BO3MOXHa
Knaccuyeckas Tpuaga: MMrMeHTHbIE 3MEHEHWSI CETUYATKM, CYyXXeHWe apTepmnon 1 BOCKOBMAHas 611edHOCTb AMCKa
3pUTENBHOrO HepBa.

Kakne nccnepgosaHuns o6s3atenbHbl Npu nogo3peHnn Ha HAC?

Hy>HbI nonHoe odTanbMonoruyeckoe obcnenosaHne, OKT, nepuMeTpus U anekTpobu3nonornyeckoe
nccnenosaHue, Bkntovas SPI. narHo3 AONONHAT MONEKYNAPHO-FreHeTUYEeCKUM NCCNeOBaHNEM.

Kak noaTeepavTb BPOXAEHHBIN aMaBpo3 Jlebepa?

OpUEHTUPYIOTCS Ha TAXENOoe paHHee HapyLUeHWe 3peHus, HUCTarM, BANYIO UM OTCYTCTBYIOLLYIO PeaKLMIO 3paykoB U

pe3Ko CyBHOPMaIbHYIO NGO OTCYTCTBYIOLWYO OPI. KNHWKO-reHeTu4eckyto GopMy NOATBEPXAAIOT MO AaHHbLIM
rnasHoro aHa, OPT, OKT 1 MonekynsapHO-reHeTU4ecKom AMarHOCTUKM.

KoMy nokasaHa reHosaMecTUTenbHasi Tepanusi BOpETUreHOM HenapBoOBEKOM?
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MaumneHtam ¢ HOC, o6ycnosneHHbIMU BuannenbHbIMK MyTauusamm RPEGS, Bkntovas BAJT 2-ro Tmna v NMUrMEHTHbIN
peTuUHUT 20-ro T1na, ecnm COXpaHeHo JOCTaTOYHOE KOMMYECTBO XN3HECNOCOBHbIX KneTok ceTyatku. YYP A, YO 2.

MOXHO N1 NpuHUMaTbL BUTaMuH A ripu 6onesxu Ltaprapara?

ButamuH A cnepyet ucknounTb. Mpu HOC Takxke Ha3HayaoT NonMBUTaMUHbI C MUHEParibHbIMU BeLeCTBaMu,
cofepxallve NIoTENH 1 3eaKCaHTWUH; ANA UCKIoYeHns BUTaMmuHa A npuy 6onesnun Wtapraparta YYP C, YOO 5.

BbIXMMKa caenaHa no TeKCTy pekoMeHAaLmnm U He 3aMeHseT ero. MonHbIN oduLIManbHbIN TEKCT, KanbKyNaTopk! 1 COKpaLLEHHAas Bepcus:
https://lukonacevyeHoBa.pd/cr/798-nasledstvennye-distrofii-setchatki. OduumanbHbIM nCTOUHKWK: https://cr.minzdrav.gov.ru/preview-cr/
798_1
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