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PeruHomm3uc npeacrapiasier coOOM MATOJOTMYECKOE M3MEHEHHE CETYaTKu, IpH
KOTOpOM  HaOJtoaercs  paslieJIeHME  pPETUHAJIbHBIX  CJIOEB  HAa  HAPYXKHBIM

(XoproOHIaIBbHBIN) M BHYTPEHHHU (BUTPEATBHBIN ).

Pemunowusuc — 370 NET€HEPATUBHOE M3MEHEHUE CETYATKH, COIPOBOXKIAIOLIEECS €€
KHCTO3HBIM TEPEPOKIECHUEM, CKIATYaTOCThIO, pa3pblBaMU, OTCIOHKON CETYaTKU U
W3MEHEHUSIMU B CTEKJIOBUIHOM Tene. TepMuH peTHHOM3HUC ObLI npeaioxkeH B 1935
rony. Ilaronoruss Bo3HUKAaeT B pe3ysibTaTe MOPOKOB Pa3BUTHS WIM AUCTPOPUUYECKUX
U3MEHEHHMI B peTHHalIbHOUN oOosiouke. YacroTta 3a0oneBaemoctu B Poccun y mroneit B
Bo3pacTte nociue 40 net konednercs ot 4 10 12%. PeTuHomm3uc BcTpeyaeTcsi IPUMEPHO
y 5% mnacenenuss EBponbl crapuie 30 ner. HacnencrBennas gopma mposiBIsS€TCS B
Bo3pacte 10 10 mer.

Ilamozenes

Paccnoenue ceTuaTku npu X-XpOMOCOMHOM PETUHOIIMU3UCE, KaK U MpU ApYrux Gopmax
HACJIEZICTBEHHBIX BUTPEOPETUHAIBHBIX JUCTPOPUI, MNPOUCXOIUT HA YpPOBHE CIIOS
HEPBHBIX BOJIOKOH. PaKT BOBJICYECHUS B ITATOJIOTUMYECKUM IIPOLIECC ITOTO CII0SI CETYATKU

obL1 ycTanosieH Juler (1947).

[Ipu TMUCTONOTUYECKUX MCCIIEIOBAHUSAX BBISBISIOT PACHICTUICHUE BHYTPHU CJI0SI HEPBHBIX
BOJIOKOH, KOTOPOE MOXET PaCIpOCTpaHAThCS Bepen no ora serrata. W.A. Manschot
(1972) cumtaet, yTo OOHAPYKEHHE NMPH MHUKPOCKOIHUM BBIPAKCHHOHN JIeTeHEpallud H
aTpoduu CJI0sS HEPBHBIX BOJIOKOH, COOTBETCTBYIONIUX aTpO(UH 3pUTETHLHOTO HEPBA,
BBISIBICHHON B MHOTOYHCIICHHBIX KIMHUYECKUX HAOIIOEHUAX, CBUICTEIBCTBYET O
BO3MOYHOM JIOKaJIM3allid HACJIEICTBEHHOTO ae(eKTa HEMOCPEICTBEHHO B BOJOKHAX

HCPBHLBIX KIICTOK.

K 0CHOBHBIM THCTOJIOTMUYECKUM IIpU3HaKaM X-XpOMOCOMHOFO PCTHHONIN3KUCA HAPAAY C
HaJIMYUCM II0JIOCTH PAaCIOCINICHHUA CCTYATKU MCKAY CJIIOCM HCPBHBIX BOJOKOH H

BHYTPEHHEW MOTPaHUYHON MEMOpaHOH OTHOCAT NeheKT KieTok Mromepa.

B ceruatke, mnpuiexamiedl K TMOJOCTH PETUHOIIM3KUCA, OOHapyXeH aMopQHbIN
MaTepuai, Ipu JIEKTPOHHOU MUKPOCKOIUHU KOTOPOTO BBISABJIEHBI IKCTPAUECIUTIOJISIPHBIE

¢dunamentsl quameTpoM 11 HM. [To MHEHUIO aBTOPOB, 3TU (PUIAMEHTHI IPOAYLIUPYIOTCS


http://www.krasotaimedicina.ru/diseases/ophthalmology/retinal-detachment

HU3MCHCHHBIMHU KJIICTKAMH M}Oﬂnepa, a ACTreHepanusda MIOJUICPOBCKHUX BOJIOKOH MOIKET
BbI3BAaThb O6p330BaHI/Ie pPETHUHOIIMU3HUCA. B Tsaxennix cly4dadXx C pa3BUTHCM OTCJIOMKH
CCTUYATKN BBIABJIAIOT €€ AC30pPraHMU3alluIo C (bOpMI/IpOBaHI/ICM CKJIaA0OK MU 3aMCIICHHUCM

ceT4yaTku GuOPOBACKYISAPHOUN TKAHBIO.

M. Yanoff u coaBt. (1969) npeanonoxuau, 4To B OCHOBE MaToreHe3a X-XpoMOCOMHOIO
PETUHOIIN3KUCA JICKUT Je(EKT OMpeaeIeHHON MOPIUU LUTOILIa3Mbl MIOJIJIEPOBCKUX
kJeTok. OcTaercsi HesICHBIM, KaK MPU 3TOM MPOUCXOIUT paclpocTpaHeHue nedexra no
CJIOSI HEPBHBIX BOJIOKOH CeTYaTKu. TeM He MeHee TMOSBISIOTCS HOBBIC JIaHHBIC,
CBUJICTEIILCTBYIOIME O TOM, YTO CTPYKTYPHBINH Ie(PEKT B MIOJUICPOBCKUX KIIETKaX
SBJISIETCST ~ OCHOBOM  aHOManuid mpu  dToM  3aboneBaHuu.  OmnpeneseHHbIM

IMMOATBCPIKACHUCM ITOT'O ABJIAIOTCA TAKIKE PC3YJIbTAThI Z-)JIGKTpOpeTI/IHOFpa(l)I/II/I.

IHpuuunoi

B oredyecTtBeHHOUW STHONMOTMUYECKON Kiaccudukaiuu MaaeapoB ¢ CoaBTOpamu
BBIIEIISIIOT TPU (DOPMBI PETHHOIITU3HCA:

JlereHepaTUBHBII peTHHOMIM3MUC. SBIseTcs mpuodOpeTéHHON (GopMoii 3aboneBaHuUs.
Bosnukaer B Bo3pacte mocie 40 neT BciieAcTBUE AUCTPOPUUYECKUX H3MEHEHUU B
ceTyaToil 0boJiouKe Tiaza. Berpedaercs B IByx (opMax — TUIMMYHBIA U PETUKYJISIPHBINA
(oTmmyaeTrcs OONBIIMM Pa3MepOM KUCT B PETHHE).

HacaeacrBeHHbld  peruHomIu3uc. Pa3BuBaeTcs B pe3ysbTare TIE€HETHUYECKHUX
HapymieHuii. MoeT OBITh CIHEIUICHHBIM ¢ X-XpPOMOCOMOMW, IiepedaBaTbCsl 10
ayTOCOMHO-JOMUHAHTHOMY HWJIH PELECCMBHOMY TuUIly. MHOrna sBiseTcs OJHUM U3

CHUMIITOMOB I'CHCTHYCCKHU O6YCHOBJI€HHBIX HaTOHOFHﬁ, TaKUX Kak 00JIC3Hb FOJ’II)I[MaHa'

®dappe wim Baruepa.

3aboneBanue nepeaaeTcs yepe3 X-XxpoMocomy, O0JICI0T MPEUMYIIIECTBEHHO
MPEACTABUTENN MY>KCKOT0 ToJia. JKeHIINHBI, KaK NpaBuiio, "KIMHUYECKHU 3I0POBBI" U
SIBJISIOTCSI JIMILIb HOCUTENIIMU NATOJIOTHYECKO X-XpoOMOCOMBI. Eciii MaTh - HOCUTEIb,
TO €€ ChIHOBBSI UMEIOT 50% TraHc yHacaenoBath 3a0oaeBanue, a gouepu - 50%

BCPOATHOCTDb CTAaTb HOCUTCIISAIMU.


http://www.krasotaimedicina.ru/diseases/ophthalmology/Goldman-Favre
http://www.krasotaimedicina.ru/diseases/ophthalmology/Goldman-Favre

OpHako B HacTodAIEee BpEMs MOIYUYEHbI JaHHBIE O APYTHX BapuaHTax Haclel0BaHUs
BPOKJIEHHOTO PETHHOLIN3KCA, B YACTHOCTH ayTOCOMHO-PELIECCUBHOM M ayTOCOMHO-
JOMHHAHTHOM. Penko Takue 3a001eBaHusl pa3BUBAIOTCS Y JIULL HE TOJIBKO MYXCKOT'O, HO
1 KEHCKOTo noJia. B nuTeparype onucan ciiyyail TOMO3UTOTHOTO MOPAXKEHUS Y
KEHIIMHBI, Y OTI[a KOTOPOUl ObuT X-XpOMOCOMHBIN IOBEHUIBHBIM PETUHOIIU3UC, a MaTh,

SABJIAOIIAACA €T0 I[BOIOpOI[HOﬁ CeCTpOﬁ oKaszajadaChb HOCHUTCIICEM ITATOJIOTMYCCKOI'O I'CHA.

T. Alitalo u coaBr. (1987), ucnonn3osar JIHK-30H1b1, 0OHAPYKUIIU TECHOE CIICTUICHUE
Mexay JokycoM DXS41, naxoasuumes B untepBanie Xp22.1-p22.2 u nokycom DXS16
B Xp22. Takum o0pa3zoM, BbI3bIBaOIIUN peTuHOIU3KUC red RS1 01t gokanu3oBaH B
JUCTAIBHON YacTH KOPOTKOTO Tuieua X-XpoMocombl. TecHoe ciierienue reHa RS1 ¢
IBYMs TOTUMOP(PHBIMU MapKepHbIMU TeHamu - DXS43 u DZS41 B Xp22.1-p22.2 Obuio
noATBepkIeHo B uccienoBanusax A. Gal (1988) u N. Dahl u coast. (1988).

[Toznuee G. Gellert u coaBt. (1988), uzydas 6 cemeit ¢ X-CIenIeHHBIM IOBEHUIBHBIM
PETHUHOIIN3UCOM, OOHAPYXIIH, 4TO TeH RS1 Gosee TecHo crierieH ¢ mapkepom DXS9,

U TIPEITOJIOKIIN CIAEAYIOMNUNA MOPSIA0K PACIIONOKEHUS TeHa U MapKkepoB B Xp21.1-

p22.2: RS-DXS9-DXS43-DXS16-DXS41.

I'ern RS1 oOpa3oBaH mecThio 3K30HAMH, KOJUPYIOMUMH 224 aMUHOKHUCIIOTHI OesKa-
MpEeAIIECTBEHHUKA, KOTOPBIM BKJIIOYAET JIMACPHBIN MENTUA, COCTOSIIUNA U3 23
AMUHOKHUCJIOTHBIX OCTaTKOB, U BHICOKOKOHCEPBATUBHBIN TUCKOOOpa3HbI MOTHB Ha C-
KoHIIe. DYHKITMOHAIBHBIE UCCIIEIOBAHUS IPYTUX OCIKOB C AUCKOOOPa3HBIMU
MOTHBaMU MOKA3aJld, YTO ATOT JJOMEH UTPAET BAXKHYIO POJIb POCPOIUTTHIHOM
CBSI3BIBAHHUM U KJIETOYHOMU anre3uu. [lonoOHbIe pyHKIIMOHATBHBIE CBOWCTBA MOTYT
ObITh IpHCyU U RS1 Genky, 94To KOoppenupyet ¢ naroMopdoIoru4ecKuMu

HU3MCHCHUAMU IIPpU PCTHHOIIHU3UCC.

MyTanuu, BeI3bIBAIOIINE H3MEHEHHUS CTPYKTYPHI O€lIKa WK €ro MPeKIeBPEMEHHYIO
J€30pTraHn3aI1i0 B MOMEHT MTPOLIECCUHTA MMPUBOJASAT K PACIIEIJIEHUIO BHYTPH CIOS
HepBHBIX BOJIOKOH. K 2000 rony 0butn uaeHTUPUIUMpoBaHHbI 0K010 100 pa3nuuHbIx

MyTalui

e BHYyTpUTeHHbIe MUuKpoaenenunu (7%)



e HOHCeHCc-MyTaruu (6%)
o MucceHc-mytanuu (75%)
e MyTalluu B caifte cruiaiicunra (6%)

e HEOOJIbIIINE BCTABKU U JEJCIUHU, TPUBOAAIINE K CABUTY PaMKHU CUUTHIBaHUS (6%)

Takum o6pa30M, BpO)KI[CHHBIfI PETUHOMIN3UC BLI3BIBACTCA NCKIIIOYHUTCIIBHO TCMHU

MyTalMsIMHU, KOTOPBIE BIEKYT 3a cO00M nmoTepto (yHKIHOHATBLHOM aKTUBHOCTH OeJiKa.

Dk30HbI 1-3 copepxaT HEOOIBIIOE KOTMYECTBO MyTallUi, TPUBOJAIINX, KaK MPAaBUIIO, K
00pa30BaHUIO YCEYEHHBIX TPAHCISHTOB. DTO CBUJETENBCTBYET O HE3HAYUTEIHHOU
(YyHKIMOHAIBHON POJIM ATOTO CETMEHTa B Oenke. DK30HbI 4-6, Koaupyroue
JTUCKOBUIHBIM IOMEH COJIepKaT HauOOJIbIIIEe YUCIIO MYTAIINH, MPEUMYILECTBEHHO
mucceHc-mytanuu|. [Ipu ux ananuse BoisiBiIeHO peodnananue myTtauu Argl97Cys B
caiite, uMmeronieM ¢aTtaibHOE 3HaUYCHUE JUIsl 00pa30BaHUsl TPETUYHOM CTPYKTYPHI U,

CJIeI0BaTENBHO /I (PYHKIIMOHUPOBAHUSI OeJIKa.

Yacto HaOMI0AAI0TCS TaKKE MYTAIIMH HEKOTOPBIX aMUHOKHUCIIOT, KOTOPbIE, BO3MOYKHO,
yuacTBYIOT B RS1-crieriupuynbix 6€10K-0€IKOBBIX B3aUMOIEHCTBUSAX HA TIOBEPXHOCTU

MeMOpaH.

R. Mendoza-Londono u coaBt. (1999) BeisiBUIM aerneiuio oaHoro ocHoBanus (G) B
no3uiuu 639 (639 del G), BHI3BIBAIONIYIO CABUT PAMKH CUYUTBIBAHUS TIPHU TPAHCIISIITUY.
B pe3ynbTare 3TOro CUMHTE3UpPYETCs MENTU/I, CoAep AU 235 aMMHOKHUCIIOT BMECTO
224 v npeBOCXOASIINI HOPMAJIbHBIN MO JJIUHE, C PE3KO YBEINYEHHBIM TUCKOBUIHBIM

JOMCHOM.

HecmoTps Ha reTepOoreHHOCTh MyTalui, BbI3BIBAIOIIUX PETHHOIIU3UC,
MaToMOP(OIOTHIECKUE MEXaHI3MBI 3a00JIEBaHUS Y TIAITMEHTOB U3 Pa3HBIX CEMEH B
3HAYUTEJIBHOM CTEMEHU CXO0H, XOTSI OTMEUYAIOTCS BBIPAKEHHBIEC PA3JINUUs B
KJIIMHUYECKON KapTUHE U XapakTepe TeueHus. He BbIsiBIIeHO (peHOTHIIA BPOKIEHHOTO

PETUHOIIN3KCA, KOTOPBIN ObLT Obl XapaKTEpeH Jisl OOJbHBIX JKEHCKOTO IMOoJIa.



Brrasiienue Hocurenen X-CLUENIeHHOr0 BpOXKICHHOT0 peTuHowu3uca. Ilpu Hanmnuumn
OOJBHBIX C X-CIEIUICHHBIM BPOKJIEHHBIM PETHHOUIM3UCOM B CEMbE MPOPUIAKTHYECKUE

MCPOIIPUATHA OCHOBBIBAIOTCA HAa BBIABJICHUUN HOCHUTEJICH.

Ucnonb3oBanue JITHK-30H70B 03BOJISIET YCTAaHOBUTH, SIBJISETCS JIM OepeMeHHas
nepeHocuyukoM 3aboneBanus. B Hacrosmiee Bpems npumenenne JJHK-nuarnoctuku
MO3BOJISIET OOHAPYXUTH 98 % BO3MOKHBIX HOCUTENEH X-CIEIJIEHHOTO BPOKICHHOTO
peruHomm3uca. Hagexnocts MeToza - He MeHee 94,5 % ecau ucnonb3yroT MUHUMYM

7Ba Mapkepa s (pJIaHKUpOBaHUS T'eHa.

BropuuHnblii permHomm3uc. Bo3HuUKaeT nOpH COCYIUCTBHIX 3a00ieBaHUSAX IJIa3
(nnabeTHyeckast peTuHomnaTHs, TpoM003 LEHTPAJIIBHOMN BEHBI CeTYATKH),
BOCIHAJIUTENIBHBIX Mpolieccax (XpoHUYeckre (HOPMbI YBEHTa, UPUIOIMKINTA), TPABMaX
OpraHa 3peHHUsl, OHKOJIOTMUECKUX 3a00JIEBaHUSAX COCYAMCTON 00OJIOUKH, B PE3yJIbTATE
BO3JICMCTBUSI HEKOTOPBIX JICKAPCTBEHHBIX IIpENnapaTos.

B ocHoBe maroreHeza peTHHOIIM3UCA JIEKHUT HapyUIEHHE KpOBOOOpPAILEHUS B
MaKyJsipHOH o0nacTu 1 Ha nepudepun ceryatku. Hapymienus B ceTuaTke NposIBISIOTCS
B BHUJAE KHCTO3HOHN JnereHepanuu. CiusHue 00pa30BaBIIMXCS KHCT CHOCOOCTBYET
00pa30BaHUIO OOJBIIMX MOJOCTEN BHYTPU CETUATKH, PACCIaUBAIOIIUX PETUHY HAa BCEM
€€ MPOTSKEHNU. 30Ha PACCIOEHUS MOXKET OCTaBATHCA LIEJION, HO MOXKET M Pa3pbIBATHCS
B OJTHOM WJIM JJaXKe 0O0OUX JIMCTKaxX. DTO MPUBOAMUT K Pa3BUTUIO OTCIOMKHU CETYATKU U
ru0eay peTUHAIBHBIX CTPYKTYP.

Knaccugpurxkayus

CornacHo KIIMHUYECKOU Kiaccuukanum barnmacaposout B
MPAKTUYECKON OPTAIBMOJIOTUN PA3INYAIOT TPHU CTAIUN PETHUHOIIN3NCA:

| cTagus — NPOUCXOOUT PACIICIJICHUE CETYATKU HAa OrPAaHUYEHHOM YYacTKe, dJieBalus
COCYJIOB U 00pa30BaHNe MHTPAPETUHAIBHOM KUAKOCTH BOKPYT HUX.

Il ctagms — HaGmromaeTCsl MPOTPECCUPOBAHMUE PACIICTUICHUS PETHHAIBLHON 00O0JOYKHU
0e3 dYeTKOW TpaHUIBI MEXIYy pPETHHONIM3UCOM W HEMOPaKEHHOM CEeTYAaTKOM.

OtMmeuaeTrcst 00pa30BaHME MUKPOKHUCT B CIIOSIX CETYATOM OOOJIOUKH.


http://www.krasotaimedicina.ru/diseases/ophthalmology/diabetic-retinopathy
http://www.krasotaimedicina.ru/diseases/ophthalmology/central-retinal-vein-occlusion
http://www.krasotaimedicina.ru/diseases/ophthalmology/uveitis
http://www.krasotaimedicina.ru/diseases/ophthalmology/iridocyclitis
http://www.krasotaimedicina.ru/diseases/ophthalmology/eye-mechanical-injury
http://www.krasotaimedicina.ru/diseases/ophthalmology/eye-mechanical-injury
http://www.krasotaimedicina.ru/treatment/ophthalmology/

Il cranusa — peTUHHOIM3UC 3aHUMAET HECKOJIBKO KBAJIPAHTOB C HAJIMYKMEM OOLIMPHBIX
KUCT. BO3HMKaIOT pas3pbiBbl MOJOCTEM MOA ceTdaryro o0onouky. IlaTomornueckwmii
MPOLIECC MOXKET MEPEXOIUTh B OTTPAHUYEHHYIO OTCIONKY PETUHBI.

Knunuueckue nposeienus

Odranpmoniornueckas KapTHMHA CKIAJIbIBAE€TCS M3 TPEX OCHOBHBIX MPHU3HAKOB:
(OBEOJIIPHOrO  PETUHOIIN3HUCA, MNEePUPEPUUECKOr0 PETHHOLIM3UCA U HU3MEHEHUs
CTEKJIOBUIHOIO Tena. Bee mpusHaku 00s3aTeNbHO HAOIIOAAIOTCS y BCEX MMALIUEHTOB, HO
CTeNeHb MX BBIPAXKEHHOCTH MOXET ObITh pa3Hod. OcMoTp OO0JBHOIO HEO0OXOAMMO
IIPOBOAUTH B YCIOBUAX MAaKCUMAJIBHOTO MEAMKAMEHTO3HOIO MHUJpHUA3a C ITOMOIIBIO
TpeX3epKaJIbltoi JTMH3bI ['0bAMaHHa U 111€JIEBOM JIaMITbl MJIM OMHOKYJISIPHOM 00paTHOM

0(pTaTbLMOCKOIIHH.

@06€OJZ}ZDHblIZ pemuroumusucC

DoBeONSIpHBIA  (IIEHTPAIBHBIN, MAaKyJISAPHBIA) PETUHONIM3UC - OYECHb XapaKTEePHBIN
npu3HaK X-XpOMOCOMHOTO PETHHOIIU3KCA, TOSBISIONIUNCS Y BCeX OOJBHBIX B CAMOM
panHeM Bozpacte. [Ipu odranbMockonuu B IIEHTPAIbLHOM 30HE TJIA3HOTO JTHA BBISABIISIOT
XapaKTEPHYIO0 KIWHUYECKYI0 KAPTHHY, OMHCAHHYIO B JIMTEPATYpe MOJ Ha3BaHUIMU
"criuipl B KoJiece" WM "IenurMeHTUpOBaHHAs 3Be3/a’: HeOOIbIINEe HEXKHBIC CKIAIKU
BHYTPEHHEW NOTpaHUYHON MEMOpaHbI, CXOAIIMECS paauapHo K IEHTPY (oBea 3a cyer

KUCTOBUIHBIX 00pa30BaHMIA.

[Io mepe mporpeccupoBanusi mporecca (yBeIWYEHHUE TIO BBICOTE (DOBEOISIPHOTO
PETUHOIIN3KCA) KIMHUYECKasi KapTUHA MEHSETCS: BMECTO paJuapHON HCUEPUYEHHOCTH
nosiBysieTcsl "BanuKooOpa3Hoe" MHUPKYIspHOE O0pa3oBaHUE C BTAHYTHIM IICHTPOM B
obnactu (QoBea, Meromee BUJ MOHYMKA 32 CYET MPOMHUHEHIIMM BHYTPEHHHX CIIOCB

CETYaTKH BOKPYT (oBea.

[Ipu manmpHe#IIEM TPOTPECCHPOBAHUU 3a00JEBAaHUS B ICHTPAIHHOW 30HE BO3HUKAIOT
BTOPHYHBIE AUCTpOodUUYECKHe HecTieln(pUIecKre N3MEHEHHS, TaKue, KaKk aTpoOPUIECKUe
ouyaru, OTJIOKEHUsI MUTMEHTa U "TBepaoro" skccyaarta, GopMHUPYIOIINE LEHTPATbHYIO
nuctpoduio cerdyarku. KpaitHe penko B 3aJlHEM MOJIIOCE BBISIBIISIIOT MHOXKECTBEHHBIE

MeJIKHE OeNble OYaKKH, HATOMUHAIOIINE BHEITHUE U3MEHEeHHs pu abuotpodun fundus



albipunctatus. Ilopaxenuss QoBeosiipHON 30HBI B BUJIE PaAUaAPHON HCUEPUCHHOCTH
Pa3BHBAIOTCS B PaHHEM BO3PACTE M OCTAOTCS HEM3MEHHBIMH B TCUCHHE JJTUTEIHHOTO
MepUoJia KU3HU, a U3MEHEHUs Ha mepudepuu OYeHb MOTUMOP(HBI U MOTYT MEHSATHCS

0 Mepe MPOrpecCupoBaHus 3a00JICBaHHUS.

Hepuqbeputtecxuﬁ pemuHowuu3uc

B navanbHO¥M cTaguu 3a0ojeBaHUs Ha NEpUPEpPUN CETYATKU BBIABIAIOT XapaKTEPHYIO
KapTUHY, ONMUCAaHHYIO B JMTEparype Kak "OWTbIA Meraymi', HAa CpelHeW U KpaiHen
nepugepur  CeTYaTKU TMOSBISIOTCS  MHOXKECTBEHHbIE — OJIeCTAIME  30J0THCTO-

cepeOpucCThIe MITHOOOPA3HBIC 30HBI.

[To mepe nporpeccupoBanus 3a00JI€BaHUS PA3BUBAETCS BbIPAKEHHBIN nepudepuyeckuii
PETUHOIIM3UC, Yalle JIOKAIU3YIOUMNHCS B HIKHEHApPY)KHOM KBAaJpPAHTE, OIHAKO
IPOLIECC MOXET PACIPOCTPAHIATHCS U HA JAPyrue KBaapaHThl. B o0oux riazax oIHOTO
HalMeHTa MOKET ObITh BBISBJIEHA OJMHAKOBAs CTaJMs MaTOJOTMYECKOro Ipolecca, HO
MOXET OTMEYaTbCsA U pa3Hasl CTEIEHb €ro BBIPAXKEHHOCTH: HAa OJHOM - HayajbHas, Ha

APYT'OM - BBIPpAKCHHAS HJIIX TCPMHWHAJIbHAA.

OMHOBPEMEHHO C MepuPEPUISCKAM PETHHOIIH3UCOM TOSIBISTIOTCS OeJIble APEBOBHUIHEIC
CTPYKTYpPBI, pa3HOOOpa3HbIe 1O TUIOMIAIU MopaxkeHUs u ¢opme. Kak mpaBwino, oHU
00pa3yrTcs B HIDKHEHAPY)KHOM KBaJ[paHTe, NIPH 3TOM MOTYT paclojiaraThCs B BHIE
HEOOJIBIION Y3KOW IMOJIOCHI BJIOJIb TPAHMI] PETHHOIIM3UCA WM 3aXBaThIBaTh OOJBIIYIO
4acTh KBaJpaHTa. DTH CTPYKTYPhI MPEJICTABIAIOT COOOM aHOMaJIbHBIE COCY/bI (CTEHKH
KOTOPBIX 00JIajal0T MPOHMUIIAEMOCTHIO), SIBISIFOIIUECS OJHOM W3 MPUYUH Pa3BUTHS
remoTasibMa Tpu X-XpPOMOCOMHOM PETHHOIIM3UCE. Takke OMpeNessioT CyXCHHE
COCYZIOB, "MOJIOCHI COMPOBOXKICHUS ", HOBOOOPA30BaHHBIE COCY/IbI, YTO YaCTO MIPUBOIUT

K YCTaHOBJICHHIO HETPABWIIBHOTO uarHo3a: "mepudaedut"”, "3aquuii yBeut".

PetTnHOmM3MC MOXKET yBEIMUMBATHCS KAK IO IUIOLIAAU, PACIPOCTPAHSACH U HA 3aIHUU
MOJIFOC, TaK M TIO BBICOTE, (OPMUPYS TUTAHTCKHAE KHUCTHl CETYATKU. B oTimume oT
MPUOOPETEHHBIX KUCT CETYATKH, COACPKUMOE KOTOPBIX MPO3PAYHOE, KUCThI CETYATKH

pu X-XpOMOCOMHOM PETHHOIIN3KUCE 3aII0OJIHEHBI MYTHOM KEITO-3€JE€HON KUIKOCTHIO



1, KaK IPaBUJIO, OKPYKEHBI MOJIOCOM "TBepmoro" skccyaara. Kpome Toro, onucassl

clIy4dau O6pa30BaHI/I$I TCMOPPArn4CCKUX rTMraHTCKUX KUCT, OKPYKCHHBIX OKCCYJIaTOM.

B.P. Conway (1977) wHaOmiomanm 6-J€THEro Mallbudka C  X-XPOMOCOMHBIM
PETUHOLIM3UCOM U TUTAaHTCKOM IeéMOpPparnyecKOd KHUCTOM, OKPYKEHHOW MAaCCUBHBIM
AKCCYJaTOM, MPUKPBIBABIIUM (poBeosisipHyto 30HY. Uepe3 1 roa mpousonuia mnoiaHas
pe3opOLus 3Kccynata U ctal BUAEH (POBEOSIPHBIA PETUHOIIM3UC, a elle yepe3 1 ron

BBIABJICHA ITOJIHAA p630p6HI/IH I‘eMO(l)TaJ'IBMa U COACPIKUMOC KHUCTHI CTAJIO ITPO3PAYHbIM.

B BepaxkeHHOW cTamum 3a00jeBaHHMS BO BHYTPEHHHUX CJIOSIX PETHHOIIMU3HUCA
(bOopMUPYIOTCSE MHOKECTBEHHBIE Pa3pPhIBBI PA3HOTO pa3Mepa, NMPU COKPAIICHUH KOTOPHIX
0o0pa3yroTcss TPOMHUHUPYIOIIME B CTCKJIOBHUIHOE Telo "apku'", TOSBISIOTCS
HOBOOOpA30BaHHBIE COCYJbI, TJIMO3 CETYATKH, aTPOPUUYECKHE XOPOUPETHUHATHHBIC
odyarn pasHbIX (OpM H pa3MepoB, TpyOoe OTJIOKEHHE IUTMEHTa, OCOOCHHO TIpHU
dbopMupOBaHUY JEeMapKAIMOHHOMN JIMHUU MEXIy 30HOW PETUHOIIN3UCA U HOPMAaJIbHOU
cetdyatkoil. Hamuune nepudepruyeckoro peTHHOMIM3KUCA CUATACTCS 00513aTeIbHBIM MPU

9TOM 3360H€B3HI/II/I, OIHAKO B PCAKUX CJIY4dasaX €0 MOXKCT U HC OBITE.

Hsmenenuss cmexnosuono2o meaa

[Ipu uccrnenoBaHWM CTEKIOBUIHOTO Tella BBISBISIOT €r0 Pa3zkIKeHHE U (PUOPO3HYIO
KOHJICHCAIINIO ¢ 00pa3oBaHUeM Tshkeil m MemOpan ("Byaseit"), nmpuyemM 3TH MeMOpaHbI
MOTYT OBITh C PETUHAJILHBIMU COCYIaMH (BEHBI IIPOXOIAT Yallle, YeM apTepuu) Ui 0e3
HUX - BaCKYJISIpHbIE WM aBacKyJsipHble "Byann". Kak mpaBuiio, OHU JIOKaJU3YyIOTCA Ha
nepudepun, HO MOTYT MPUKPEIUIATHCA K TUCKY 3pUTEIBHOTO HEPBA WM HAXOJHUTHCS B
[EHTPAJIbHON 30HE HaJ MaKyJISpPHOW 00JIaCTbIO, TEM CaMbIM MAaCKUPYsS XapaKTepHBIC

pU3HAKH (POBEOJIIPHOTO PETUHOIIM3HUCA.

[IpononrupoBaHHasi TpakiHMs JUCKa 3PUTEIBHOTO HEPBA MOXKET BBI3BATh KapTHHY
"MceBIONMAMMIIATA" C MOCISAYIONIM ITOOJICTHEHUEM JUCKa 3PUTCIBHOTO HEpBa H
pa3BUTHEM YaCTHYHOW aTpoduu. B pesynbrare mpuKperieHHss MeMOpaH K CeTYaTKe
BO3HHKAET BUTPEOPETUHANIbHAS TPAKIMs, KOTOPasi MOKET BbI3BATh Pa3phIBbl HE TOJIBKO
CeTYaTKH, HO M PETUHAJIBHBIX COCYJOB, YTO MPUBOJIUT K MACCUBHBIM KPOBOU3IUSIHUSAM

B CTCKIIOBUAHOC TCJIO0, pETPOBUTPCAIBHOC IMPOCTPAHCTBO WM ITOJOCTh PCTHHOIIMU3KCA.



MHuorumu ABTOpPaMHU OIIMCAHbI NCPCIAHAA W 3aaHsAA OTCJIOMKA CTEKJIOBHIHOIO TCIIa, a

TAKKC BAKYOJIM U TOYCYHBIC IOMYTHCHHA.

Omcnouka cemyamku

IIpy X-XpOMOCOMHOM pETHHOIIM3UCE BO3MOXHA KAaK TpPAaKIUOHHAs, TaK U
perMaToreHHasl OTCJIOMKa CETYATKU BCIIEICTBUE PAa3pblBOB B HApPyKHOM U BHYTPEHHEU
CTeHKax peruHomm3nuca. OJHAKO, OTCIOWKAa CETYaTKU MpU OSTOM 3a00JE€BaHUU

MPpOUCXOAUT AOBOJBHO PCAKO.

[To HEKOTOPBIM JTaHHBIM, OTCJIOMKA CETYATKH MPU ATOM 3a00JI€BAHUU COMPOBOKIACTCS
BBIPAXKCHHBIMU HM3MEHEHHMSIMH C OTJIOXKEHUsMU "Msrkoro" u "TBepaoro" skccyjara,
IrpyOBIMU MTUTMEHTHBIMU U3MEHEHMSIMU U aTPO(PUUYSCKUMH OYaraMu pa3HbIX pa3MepoB,

KaK OJMHOYHBIMHU, TaK U CIIMBHBIMU.

Teuenue 3a0oseBaHMUsI MOXKET OBITH CTAIIMOHAPHBIM W MPOTPECCUPYIOUTUM, MPU ITOM
NEPUOJBI MPOTPECCUPOBAHUS MOTYT CMEHSThCA TepuogaMu pemuccuu. OcoOeHHO
OBICTPO X-XpPOMOCOMHBIN PCTUHOIIM3UC MPOTPECCUPYET B mepBbie 5 neT ku3Hu (1-i
UK TIPOTPECCUPOBAHMS ), TOTOM - B 12-13 net (2-i niuk), u 20-25 net (3-it nuk) mocie

25 net 3a00JIeBaHNE YACTO MPUHUMAET CTAIMOHAPHOE TEUCHHUE.

Ipusnaxu npoepeccuposanus:

e YBEJIMYCHHUE PETHUHOIIM3UCA IO IJIONIAH JINOO B 00beMeE,

o TOSBIICHHE Pa3pbhIBOB WU UX YBEIWYCHHUE B pa3Mepe M KOJIUYECTBE BO BHYTPEHHHUX
00 HAPYKHBIX CIOAX,

e KPOBOUBIIUSHHS B CTCKIOBHIHOE TEJIO I MOJOCTh PETUHOIIN3HCA,

e CHIDKEHHE OCTPOTHI 3PCHHS,

e Ppa3BUTHE OTCIOWKHU CETYATKH.

Ilpusnaxu peepeccuu:

e CTaOWIM3alUs OCTPOTHI 3PCHHS,

e CMOpIIMBaHUE (PeTpakiys) MeMOpaH B CTEKJIOBUIHOM Telle,

e OTpPBHIB X OT MECTA MPUKPEIICHUS K CeTYATKE,

e CIIOHTaHHBIN KOJIIATIC PETHHOIITU3HCA,

o oOnuTepanys HOBOOOPa30BAHHBIX COCYIOB,



e pe30pO1us FKcCcyaTa U TeMopparuu

Juaznocmuka

Pegpaxyus runepmerponuyeckasi, MOXKET COYETaThCS C aACTUTMATHU3MOM, PEAKO -
sMMeTponusa. Muonus pa3BuUBaeTCsa KpailHe peliko, Kak criopaguyeckue ciydan. OueHb
YacTO HAOJIIOAAIOTCS KOCOTIIA3ME U HUCTATM.

Ocmpoma 3penus ipu  X-XPOMOCOMHOM PETHHOIIM3UCE KOJIEONETCS B IIMPOKUX
npeaenax: ot npaBwibHOM cBeTonpoekuunu a0 0,8, B cpeanem 0,2-0,4. [lonHas cnenora
Pa3BUBACTCS PEAKO M 3aBUCUT OT BBIPAKEHHOCTH MATOJIOTHYECKOro Tpoliecca, a He OT
BO3pacTa.

Ilpu nepumempuu BHISBIAIOT JePEKTbl TOJIS 3PEHHUS COOTBETCTBEHHO 30HE
peTUHOIIM3KUCA. DTO MOXET OBITh BBINMAJCHUE BEPXHEHA3aJIbHOTO KBaJpaHTa (MpH
JIOKaJU3allii PETUHOIIN3UCA B HUIKHEHAPYKHOM KBAJPAHTE) WU KOHIEHTPUUYECKOE
Cy)KGHHE ToNig 3peHus (Ipu LHUPKYJISIPHO PACTOJO0KEHHOM  PETHHOIIU3HUCE).
[IpakTrdecku Bcerna oOHAPYKUBAIOT OTHOCHUTEIBHYIO IIEHTPAIBbHYIO CKOTOMY, a TpHU
BBIPOKEHHBIX MAaKYJISIPHBIX W3MEHEHUSIX - aOCOIIOTHYIO LIEHTpalbHYI0 cKOoTOMYy. [lpu
CTaTUYECKOW TMEPUMETPUN YCTAaHABIMBAIOT, YTO SPKOCTHAsS UYYBCTBUTEIBLHOCTH Y
OOJILIITMHCTBA MAIIMEHTOB 3HAUYNUTENIbHO CHIDKEeHa (B 1,6-6 pa3) Ha (oHE OTHOCHTEIHHBIX
MHOXECTBCHHBIX JIe()eKTOB Ha mepudepuu TMOoJs 3pPEHUS, OTHOCUTCIbHBIX U
a0COJIFOTHBIX LICHTPAJIbHBIX U MapalleHTPaIbHBIX CKOTOM.

[Ipn HayanbHBIX W3MEHEHUSX M OTHOCHTEIBHO BBICOKOW OCTPOTE 3PEHUS YBemoBoe
3peHue OCTAeTCsl COXpaHHBIM, YTO Jaj0 OCHOBAaHHUE Osy aBTOPOB TOBOPUTH O
HOPMaJIbHOM IIBETOBOM 3PEHHUH Yy OOJBHBIX C X-XPOMOCOMHBIM PETHHOIIHU3UCOM.
Onnako, Kak TPaBWIO, MPU Pa3BUTHH 3a00JICBAaHUS OTMEYACTCS yMEpeHHas
JTUCXPOMATOIICHS, CXOXkasi C TOW, KOTopas HaOtomaeTcss MNpu OOJIBIIUHCTBE
MaKyJISIPHBIX JUCTPODUiA.

Temnosas aoanmayus MOXKET OBITh HOPMAaJIbHOM Ha pPaHHUX CTaAUAX 3a00JICBaHMS.
IIpp  BBIp@KCHHBIX PETHHAIBHBIX HM3MCHCHHUSAX Yy  OOJBIIMHCTBA  ITAIMEHTOB
HAOII0aeTCs JICTKOE 3aMeJICHHE TEMHOBOM aJanTallMy Kak I MajouyeK, TakK M JJIs

KOJIOOYEK.



B HavanbHON cTagum npouecca npu @duoopecyeHmuou aneuocpag@uu BbISIBISIOT
HOPMAJIbHYIO KApTUHY MaKyJsIpHOM OOJACTU M MHTAKTHOCTh TJyOOKHX CIJIOEB
(TUTMEHTHBIN SIUTENNH, MeMmOpaHa bpyxa, xopoues).
[Ipy BbIpaXXEHHBIX MPOSBICHUSAX 3a00J€BaHUS MOTYT OTMEYaThCs LEHTpalbHas
runep@iroopecueHus u3-3a Ae(PEeKTOB MUTMEHTHOTO SIUTEIUS CETYaTKHU, a TaKkKe
MIPOXOJIUMOCTb CTEHKHA aHOMAJIbHBIX 1 HOBOOOPA30BaHHBIX COCY/IOB.

Onekmpopemunozpaghus IMeeT BaXXHOE 3HAYEHUE HE TOJbKO B paHHE, HO U B
b depeHumanbHON JMarHOCTHUKE Pa3JIMYHbBIX dbopm HACJIEICTBEHHBIX
BUTPEOPETUHANBHBIX AUCTpOuid. [[aTOrHOMOHUYHBIM NPU3HAKOM HAMONATHYECKOU
dopMbl  X-XPOMOCOMHOT'O CLIETJIEHHOTO C TIOJOM IOBEHWJIBHOIO pPETHUHOMIIM3KCA
ABJIIETCS 3HAUYUTEIbHOE CHIDKeHUE b-BoiHbl DPI' mpu yacTo 61M3KOM K HOpMalIbHOU
BEJIMYMHE a-BOJHBI, T.€. perucrpupyercs OPI' "MuHyc"-HeraTMBHOro tuma y BCEX
OONMBHBIX MYXKYMH © keHHIMH. Kpome Toro, penynupoBaHbl OCHUUISTOPHBIC
HNOTEHIMaNbl. XapaKTEepHbl CIIA0OBBIPAKEHHBIE WIM YyMepeHHble u3MeHeHus OPI,
3allMCaHHOW COOTBETCTBEHHO B YMCTO (POTONMUYECKUX WM CKOTOIMMYECKHX YCIOBHUSAX
CTUMYJISILIUY, B TO BpEMs KaK pe3Kas HEraTHMBU3aLUs BBISBIISIETCS IIPU TaK Ha3bIBAEMOM

MaKCHUMaJIBHOM OTBCTC: TeMHoaﬂaHTHpOBaHHOﬁ OPI na SPKHUC BCIIBIIIKH CBCTA.

HeratuBnass ¢gopma OPI' Ha ¢QoHe pe3koro yraereHus b-BOJIHBI YyKa3bIBaeT Ha
NOPAKEHUE CPEIHUX CJIOEB CETYATKU, U U3BECTHBIE JAHHBIE O POJM MIOJUIEPOBCKUX
KJIETOK B MeTaboJIM3Me HApyKHOW M BHYTPEHHEH CETYATKU JAI0T OCHOBAHHE CUUTATh
WX OJIHOM M3 BO3MOXHBIX MHIICHEH (BO3MOXKHO, NepBUYHOW) Oone3nu. [Ipu sTom
nCcUXo(pU3nYecKne TECThl BBHIMOJHEHHBIE C TOMOIIBIO CTATUYECKON TMEepUMETPUH,
CBUJICTENILCTBYIOT O HOPMAJbHBIX WJIM CJErKa MOBBIIMICHHBIX IIOPOrax CBETOBOM
YYBCTBUTEJIBHOCTH CETYATKU B PAHHUX CTaausix 3aboiseBanus. [Ipu nporpeccupoBanuu
PETUHOIIN3KCA B MATOJOTUYECKUAN TIPOIECC BOBJICKAIOTCA (HOTOPEIENTOPHI (BTOPUYHO
[0 OTHOUIEHUIO K MOPAXXEHUIO MIOJUIEPOBCKHUX KIJIETOK) U a-BOJIHA TAKXKE CTAHOBUTCS
penyurpoBaHHoM. Ha mnepBHYHOCTP aHOMaIMM HO BHYTPEHHEM SJAEPHOM  CIIOE
(OMMONAPHBIX W/WIM MIOJUIEPOBCKUX KJIETOK) YKa3blBa€T TaKXKe 3HAYUTEIbHOE

CHUYKEHUE aMIUTUTY/IbI b-HOMHBI naTTepH-OPI .



CyOnopMmanpHas b-Bomna oOmedi OPIT ompenensercs y Bcex OOnbHBIX ¢ X-
XPOMOCOMHBIM PETHHOIIM3UCOM, a CTCIICHb CHUXCHUS a-HOJHBI 3aBHUCUT OT CTajuu
3a0oneBaHusl. B pa3BUTBIX CTaauAX, OCOOEHHO eciM HaOMI0JaeTCsl MUTMEHTHAs

abuotpodusi, OPI" pe3ko cHUKEHA U OTCYTCTBYET.

Pe3ko cyOHOpManbHbie 00mmass u putmudeckas OPIT y OoOJbIIMHCTBA MAIlUEHTOB
PETUCTPUPYIOTCS Ha (POHE 3HAYMTEIHHO CHIKEHHBIX 10 BennuuHe (10 30 % oT HOpMBI
U MEHEE) JIOKAJIbHBIX MAaKyJSPHBIX OTBETOB cCeTUaTku. [IpuymHON uU3MEHEeHUs
MakyJsipHo OPI' ABNISIIOTCS ONMMCAHHBIC BBINIE TUMHYHBIE 1T X-XpPOMOCOMHOTIO
IOBEHUJIBHOTO  PETUHOIIM3UCA WM3MEHEHUS B IICHTPAJIBHOM OTIENe CETYATKHU.
N3meHeHHsT AJEKTpOreHe3a CEeTYaTKHd MPOTPECCUPYIOT MapajulelIbHO € YBEIMYEHHEM

MaTOJOTMYECKUX U3MEHECHMU Ha IJIa3HOM JHC.

WNuorna B paHHMX CTaausX 3a00JieBaHUS TPU HETUIUYHOW KapTHHE TJIA3HOTO JHA
TOJIbKO HA OCHOBAaHHUHU 3JICKTPOPETHHOTPAUUYCCKUX ITOKA3aTEICH MOXHO IPOBECTH
Qg hepeHInaIbHYI0 JUarHOCTUKY Mexy Oosesnpro IlTaprapara u X-XpoMOCOMHBIM
petuHOIM3UCOM. [Ipu 3TOM ompenensonuM (HakTopoM MPU YCTAHOBJICHHUH JHArHO3a
SIBIISIETCSl CTENeHb YrHETeHUs b-BoiHbl OPI', a mMeHHO: ee aMIumTyma B oOmmed u
nokansHOM DPI' B mocnennem ciydae OyneT B 2 paza U Oojiee HUXKE, UeM IpH 00JIe3HU

[[ITaprapara Toi *e CTaauM.

Onextpookyiorpamma (30I') B HauambHOW M BBIPAXKEHHOM CcTanusaX 3a00JIeBaHUS, KaK
npaBuwio, HopMaiibHast. CyoHopManbHyto DOI" perucTpupyroT B TEpPMUHATIBEHON CTaIUN
MpOIIECCa, B TAKUX CIy4YasX OHA COYETAETCA CO 3HAYUTEIbHO M3MEHEHHON (YyTHETEHUE

a- u b-BoH) OPT.




Jughepenuuanvnas ouaznocmuxa

X-XpOMOCOMHBI/ ~ PETHUHOILLIM3UC BCTPEYAETCS HEPENKO, OJHAKO YCTAHOBJIEHUE
MPaBUJIBHOTO JUArHO3a 4acTO BBI3bIBAET 3HAUMTENbHbIE TPYIHOCTH. B 3aBUcUMOCTH OT
ctaauu 3a0oneBaHusi OOJBHBIM CTaBAT JAMArHO3 JABYXCTOPOHHEH amOJMONuH,
XOPOMPETUHUTA, OKKIIO3UBHOIO aHruura, auctpodum Ilraprapara, nepudaedura
CETYaTKH, OTCIIOWKM CETYaTKH, PETHUHONATUHU HeIOoHOuEeHHbIX. [lo MuHenuio A.F.
Deutman (1977) B HEeKOTOpbIX ciydasx 3a0oieBaHUs, ONMMCAHHBIE B JIUTEPATYpPE MO
Ha3BaHWsAMU nepudueOutr ceryatku", "IOBEHWIbHAas MakyjsipHas auctpodus',
"HacienctBeHHas — jgereHepanus — fovea  centralis",  "Oonesnp  [rtaprapara",
"'fOBEeHWJIbHAS JeTeHEpaTUBHAS OTCIOMKAa CeT4aTrKku'", TMpelNcTaBisitoT coboit  X-
XPOMOCOMHBIN pPETUHOIIM3UC. B cBsizu ¢ Oo0JblIoi BapruaOGenbHOCTHIO MPOSIBICHUMN
3a00eBaHUs BO3HUKAeT HEOOXOJUMOCTh B TNpoBeaeHUU auddepeHnnaIbHoMl
JTUArHOCTUKHU C PSAIOM IIMPOKO PACIPOCTPAHEHHBIX O0JIe3HE.

bonesnv  Daspe-I'onvomanna. llepenaua 1Mo ayTOCOMHO-PEIIECCUBHOMY  THITY.

OnuHakoBO 4acTo 3a001€BalOT MYXYMHBI U KEHIUHBI. B CTEKIIOBUIHOM Tele - TSIKHU U
MeMOpaHbl, HO OTCYTCTBYIOT 'cocyaucTbie Byanu". Ha mnepudepun ceruaTku
OTIPEJIENISIIOT BBIPAKEHHBIN PETUHOIIM3UC W MUTMEHTHYIO aOUOTpO(HUI0O CETYaTKH, B
MaKyJSIpHOW 30HE - JUCTpO(UUECKHE W3MEHEHHUs. XapaKTEpHO pPAaHHEE pa3BUTHE
karapakTel. OPI' OTCyTCTByeT, M3MEHEHHs B IIOJIE 3PEHHSI COOTBETCTBYIOT 30HAM
PETUHOIIM3KCA U CTAANN MUTMEHTHOM abuoTpoduu. [Ipu nporpeccupoBanuu npoiecca
pa3BUBAETCs MOJIHAS CIENOTA.

bonesnv  Baenepa. llepenadya 10 ayTOCOMHO-JIOMHHAHTHOMY THIY. 3a00jeBaioT

MYKYMHBl W KEHIIMHBI. MakynsipHas 30Ha HE W3MEHEHA, MOATOMY OCTPOTa 3PEHUS
Bbicokasi. Ha mepudepun omnpenensiercs peruHommsuc. B ontuuecku "myctom"
CTCKJIOBHJHOM  Telie  BBIABISIOT  O€lble  HEOBACKYJISPU30BAaHHBIE  MEMOpaHHI,
MPEUMYIIECTBEHHO B AKBAaTOPHUANIbHOW 30HE. OUeHb paHO Pa3BUBAETCS OCJIOKHEHHAs
Karapakta. B mone 3peHus o0O0HapyXuBalOT Je(EKThl, COOTBETCTBYIONIUE 30HE
perunommsuca. Pl cybHopManbHas.

bonesnv [llmapeapoma. llepenava mno ayrocOMHO-penecCUBHOMY Tumy. OJIMHAKOBO

4acTo 3a00J€BalOT MaJlbUMKA M JEBOYKH. B MakynsapHOW 00JacTU BBISBISAIOT


https://eyesfor.me/home/eye-diseases/retinal-pathology/favre-goldmann.html
https://eyesfor.me/glossary-of-terms/v/wagner.html
https://eyesfor.me/home/eye-diseases/retinal-pathology/stargardt-disease.html

MUHHUMaJbHBIE TUCTpoduueckue u3MeHeHus. [Ipu poxxaeHun ocTpoTa 3pEHUS MOXKET
OBITh BBICOKOM, OJHAKO IO MEpe MPOrpecCUpOBaHUs Ipollecca OHA CHUXKAETCS B
OTJINYKE OT X-XPOMOCOMHOI'O PETUHOLIN3KCA, IPU KOTOPOM OCTPOTa 3PEHHUsI HU3KAs C
POXKIICHUS.

bonesnv Hnca (nepupnedbutr ceruatku). AuddepeHnuanbHas IUarHOCTUKA MOXET
ObITh 3aTpyJHEHa, OCOOCHHO B BBIPAXKEHHOW CTaauM 3a00JeBaHUs, [JIS KOTOPOU
XapaKTEePHbl PEIUIUBUPYIOMIKE TeMOPTaTIbMbl, MOMYTHEHUS CTEKJIOBHIHOIO Tejla B
BUJE MeMOpaH, Cy>KE€HHE COCYNOB, "HOJIOCHI CONMPOBOXJEHHUA'", BUTPEOPETUHAIbHAS
nponudepanus. 3a0oneBaHle ABYCTOPOHHEE, Yallle Pa3BUBACTCS Y MYXYHH MOJIOJIOTO
BO3pacTa. XapakTEepHbII MIPU3HAK - HOPMaJIbHAsI MaKyJIsIpHAsi 30HAa B HAYaJIbHOM CTaauu
npolecca, a mpyu MporpecCUpOBaHUHU - MOSBICHUE HECTEIUPUUECKUX TUCTPOPUIECKUX
W3MEHEHUM B IIEHTpE.

Danvyugopmnan (cepnosuonas) omcnoiika cemuamku. I[lepegaya no ayrocoMHO-
peueccuBHOMy Tunmy. CKIagKW CETYATKH PACHPOCTPAHSAIOTCSA OT JUCKA 3PUTEIBHOTO
HepBa OOBIYHO B HAPYXKHYIO IMOJOBHHY TJIa3HOTO JHA. VI3MeHEeHUN B CTEKJIOBUAHOM
TEJE HET.

Cenunvnolit pemunowuszuc. Pa3puBaercsd y MNOXKWUIBIX JIOJEH, OJAMHAKOBO YacTO Yy
MY>KYHH U KeHIIUH. OCTpOTa 3p€HUs BBICOKAs, TAK KaK HET U3BMEHEHUW B MaKYJSIpHOU
obJacTu. OPT HOpMaJTbHAas WIn cyOHOpMasbHasl.
B ommume oT HaciencTBeHHbIX (opM  3a0oneBaHUS I PUOOPETECHHOTO
PETHHOILIN3KUCA HAPYLICHUE SJIEKTPOT€HE3a CETYATKH HEXapaKTEPHO, YTO CBA3AHO C
MIEPBUYHOM JIOKAJIU3alMEN MpoLecca BO BHYTPEHHUX CIIOSAX cerdaTtku. lIpm sTtom y
MHOTHX OOJIBHBIX MOTYT PETUCTPUPOBATHCS CyOHOPMalbHBIE 0011ast U MakyisipHas DPI
- COOTBETCTBEHHO y 75 u 15 %, olHaKoO aMIUIUTyAa WX BOJIH JIMIIb HE3HAYUTEIHHO
OTJIMYAETCS OT HIWKHEH TpaHUUBl HOPMAaJbHBIX 3HaueHMW. B TO ke Bpewms
nporpeccupoBanue u3MeHenwit OPIT  mpum  mpuoOpeTreHHOM  mepudepuIecKoM
PETUHOIIN3UCE SIBISIETCS CBUAETEIBCTBOM OoJiee TIYyOOKMX HM3MEHEHUH CeT4YaTKH,
OOYCJIOBJIEHHBIX  XOPOUPETUHAIBHBIMU  JUCTPOPUUYECKUMHU  HU3MEHEHHSIMU  C
BOBJICUCHUEM B MATOJIOTHYECKHUI MPOIECC BCEX €€ CJIOEB M SBJISIIOIIUXCA (PaKTOPOM

pHUCKA pa3BUTHUS OTCIONKHU CETYATKHU.



Jleuenue

Jleuenne X-XpOMOCOMHOrO PETHHOILIM3HMCA MPEACTaBIsAeT COO0OM TPyAHYI, a B psae
Clly4aeB - CHOpHYIO 3anady. Tak, OJHM aBTOPbI CUMTAIOT MOKAa3aHHBIM MPUMEHEHUE
Ja3epHOM KoaryJsillud TpH peTUHOIIM3uce O€3 HEeOBACKYJIspU3aluu, Apyrue -

HelleJIeco00pa3HbIM.

R. Brancato u coaBt. (1984) pexoMeHIyIOT TPOBOAUTH MAHPETUHAIBHYIO JIA3€PHYIO
KOAryJISIUI0 TIPU Pa3BUTUU HEOBACKYJSIPH3AIlMM Ha JIMUCKE 3PUTEIIBHOTO HEpBa WIIH
ceTuyaTku. Takoe JiedeHHWe MPHUBOIUT K 3alyCTEBaHHIO HOBOOOPA30BAHHBIX COCYOB.
Onnako, mo ganubiM D.F. Arkfeld u R.J. Brockhurst (1987), mHoBoOOpazoBaHHBIE
COCYZIbI MOTYT cHajaThCs croHTaHHO Oe3 nedeHus. [lo maenuto S. Merin (1993),
OOJBIIMHCTBO O(PTAIBMOJIOTOB HE JiedaT X-XPOMOCOMHBIH PETHHOLIU3WC TPH €TI0

CTAIMOHAPHOM TCHUCHUMU.

B 3aBucuMocTH OT cTaguM TMpolecca MPUMEHSIOT MEIUKaMEHTO3HBIE CPEICTBA,
Ja3epHble W XUPYPTUUYECKHE BMEIIATENhCTBA. B HauanpbHOW cTaguu 3a00JeBaHUS
11eJIeCO00pa3HO MPOBOJAUTh MHBEKIMU WIM HMHCTALULIMU 4 % pacTBopa TaydoHa,
BHyTpuMbIieuHo 1 % pactBop puboduiaBuHa mMoHOoHYKiIeotuaa mo 1 mu Ne 20-30,
NprUeM BHYTPH MPENapaToB, yIyUIIAIONIMX MUKPOITUPKYJIISINIO0 ¥ OOMEHHBIC MPOIECCHI
B CeTYaTKe, TaKWX, KaK TpPEHTalI, CEepMHUOH, nudpapens. JledeHne mPOBOISAT

NOBTOPHBIMH Kypcamu 2 pa3a B IOJ.

[Ipy BBIpa’>KEHHOM IMATOJIOTUYECKOM IPOLECCE HAPAAY ¢ MEAUKAMEHTO3HBIM JIEYEHUEM

IIOKa3aHa OTIrpaHHYKUBAIOIIAs JIa3CPHad KOAryranua CCTYaTKH, KOTOPYIO IIPOBOAAT:

e BJIOJIb IPAHUIL] PETUHOLIM3HUCA U 110 €T0 MOBEPXHOCTH;
e BOKPYTI MECT IIPUKPEIJICHHS TSXKEW U IIBAPT K CETUATKE;
e BOKpPYT 30H JAPEBOBUIHBIX CTPYKTYP (aHOMAaJIbHbIE IPOHUIIAEMBIE COCY/Ibl);

e BOKpPYI 30H HCOBACKYJIAPHU3allWHU U 110 BO3MOXKHOCTH I10 UX ITIOBECPXHOCTH.

B TepMmuHanbHON CTaguu € OTCIOMKOM CETYATKUM MPOBOJAT CKJIEPOIUIACTUYECKHE
omepali ¢ BUTpIKkTOMUEH. OObEM OMNEPATUBHOIO BMELIATEIBCTBA 3aBUCUT OT

KJIIMHUYECKON KapTUHBI 3a00JIeBaHUSI.



IIpozno3 u npogpunaxkmuxa

[IporHo3 nnsi 3pUTENbHBIX (YHKUMNA NpU JEereHepaTUBHOM (opMe pEeTHHOLIU3HCA
BCErJa COMHUTEJIbHBIA, NpPH HACIEACTBEHHOM — HeOmaronpuatHeiil. Mcxox mpu
BTOpUYHOUM (opMe 3a00jeBaHUsI 3aBUCUT OT OCHOBHOM maronoruu. IIpodumaktuka
PETUHOIIM3KMCA 3aKJIIOYAeTCsl B  PEryIsipHOM TOCELIEHUH Bpadya-oPTalibMOJIOTa,
ocooenHo mocie 40 ner. [lpu HaIMUYUM MHUOTUU BHICOKOM CTEMEHH HEOO0XO0IUMO
MaKCHUMAaJIbHO MCKJIIOYHUTH TsKEJble (PU3MUECKUE HAarpy3KH, CTPECCOBBIE CUTyalluu Ha

pabore u aoma. [Ipu OTKPLITOYTOJLHON TJIayKOME HEOOXOIUMO PETYISIPHO MPUMEHSTh

HAa3HAYCHHBIC KaIlJIK WU KOHTPOJIMPOBATH BFI[ KaXabIC 3 Mmeciana. HpI/I ITOBBINICHUH
APTCPHUAJIBHOT'O AABJICHUA PCKOMCHAYCTCA IPUHHUMATL JICKAPCTBCHHBIC IIPCIIAPAThl IJIA
€0 KOPPCKIHU. CﬂeﬂyeT n30eraThb TpaBM TIJla3a U TOJIOBBI. PCFyJISIpHOG ITOCCIICHUC
Bpaqa—O(bTanbMonora U TOYHOC CO6J'IIO)I€HI/I€ €ro peKOMeHJIaIII/Iﬁ CYHICCTBCHHO
CHMXKACT PHUCK OCJIOKHEHU M npun pCTHUHOUIU3UCC U CHOCO6CTByeT JIJIHTCJIBHOI;’I

cTabuimn3anuu 3a001€BaHu.


http://www.krasotaimedicina.ru/diseases/ophthalmology/nearsightedness
http://www.krasotaimedicina.ru/diseases/ophthalmology/open-angle-glaucoma

Cniucok murepaTypsi:

1. «I'na3znubie 0one3nu. [lonuerit cipaBounuk» llepenepuii B.A. — M.: Oxcmo0,2008. —
ctp. 279-283;

2. https://eyesfor.me/home/eye-diseases/retinal-pathology/x-linked-juvenile-
retinoschisis.html;

3. http://www.krasotaimedicina.ru/diseases/ophthalmology/retinoschisis.


https://eyesfor.me/home/eye-diseases/retinal-pathology/x-linked-juvenile-retinoschisis.html
https://eyesfor.me/home/eye-diseases/retinal-pathology/x-linked-juvenile-retinoschisis.html
http://www.krasotaimedicina.ru/diseases/ophthalmology/retinoschisis

Peuensus Ha padoty
CemnxoBoit Onbru @EQOPOBHBI
«PeTHHOIIMU3UC».

ITo ganusiM BO3, cpenu npuyrH, NPpUBOASAIIMX K yTpAaTe 3pEHUS, OTCIONKA CETYATKU

3aHMMAaeT OJIHO M3 BeAYLIUMX MecCT. PeTMHOmM3UC SABISETCS OIHUM M3 3a00JEBaHUM,
KOTOpOE, IPU HECBOEBPEMEHHOM BBISBJIEHUHM U JIEYEHUHU, MOKET MPUBOJIUTH B CBOEM
UCXOJIe K OTCJIOWKE CETYAaTKM M KakK CIEICTBHM, yTpaTe NPEIMETHOTO 3PEHUS U
ABJIATHCS MPUUYUHON BPEMEHHOM HETPYIOCIIOCOOHOCTH pabOTOCIIOCOOHOIO HACETIEHUSI.

BaxxHocTh npo06iiemMbl JUArHOCTUKU U JICUCHHS] PETUHOIIN3UCA ONPEAENSIeTCs] TEM, YTO
B OOJIBIIMHCTBE CIIy4aeB KajdoObl y TAIMEHTOB OTCYTCTBYIOT, 3a0oJieBaHUE
IUArHOCTUPYETCS CIyYalHO WJIM IOCJE€ BO3HUKHOBEHHsI OCHOkHEeHWil. [lpu 3TOM,

MaToJIOTHUA PACIIPOCTPAaHCHA ITIOBCCMCCTHO.

B nannom pedepare 10CcTaTOYHO TOYHO ONMHMCAHBI KIMHUKA, OCJIOKHEHUS TUarHOCTHKA
u nuddepeHuanbHas TMarHoCTHKA, a TAKKE OCBEIICHBI JICUSHUE PAa3TUYHbIX (OopM
petuHomusuca. [logoOpanusie MaTepuaibl CTPYKTYPUPOBAaHbI, JOTUYHBI U EMKHE,

IMO3BOJIAIOT IIPUMCHUTD UX B IIPAKTHKC.

Taxum oOpaszom, nanHass HHPOPMAIHS TTO3BOJISET O3HAKOMUTHCS C ATOW aKTyaIbHOM
TEMOM BpauaM, HEMOCPECTBEHHO 3aHUMAIOIIMMCS PEIIEHUEM JaHHOUW MpoOIeMbl, a
TaKXe, CTaTh TEMOU IS LIKOJIBbI MAIUEHTOB, HEMOCPEICTBEHHO CTOJIKHYBIIIUXCS C

TAHHBIM 3a00JIEBAaHUEM.

Peniensent: n1.M.H., mpodeccop, 3aBeayromias kadeapoit opraimpmooruu ¢ kypcom 110
uM. ipo. M. A. JImutpuena, Kosuna E.B.
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