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HacrneocmeeHHbIe ogpmarnibMornamuu
npeacTaBnsaAr0T cobon camyto
MHOIOYUCIIEHHYIO FPYNMNY MOHOMEHHbIX
3aborneBaHnn, NpU4em B DOMNbLUNHCTBE
criy4daeB 3Tu OOMe3Hn HOCAT
M30NMNPOBAaHHbIN XapaKTep



[laTonorna opraHa 3peHnda BXoauT B
CTPYKTYPY MHOIMMX XPOMOCOMHbIX
bone3Hen 1 MOHOreHHbIX CUHOPOMOB,
Hanboree N3BECTHLIM U3 KOTOPbIX
ABNSIeTCA CUHOpoM Ywepa —
COYETAHME BPOXAEHHOW CNENOTLI C
TAXKENON HENPOCEHCOPHON TYIrOYyXOCTbIO



[pyrum npyumepom aBNAeTCS
2/1a30KOXKHHbIU aritbbuHu3Mm,

Npu KOTOPOM Hapaay C
OenurMeHTaumen pagyXkm 1 cetyaTKuy,
y OONbHbIX HabnogaeTcsa CHUXXeHue
BU3YyanbHOW aKTUBHOCTU, MaKyndapHas
rmnonnasus, ontTuyeckasa gmcnnasms,
aTUNMYHble xopuounaanbHblie cocyabl U
HUCTarm



TUpo3nHasa-HeraTUBHbIN MMA30KOXHbIN
anboMHN3M (bonbHbIE OpaTbs K 300POBbLIN
6paT 1 bonbHas cecTpa)




[na enasHo2o anbbuHu3ma
TaKkKe Kak 1 Ansa rna3okoXHOro anbobunHmnima
XapaKkTepHa reHeTn4yeckasi reTeporeHHOCTb,
HO caMOW pacnpoCTpaHEHHOWU ABMAETCA
nepsas popma 3aborieBaHnUsa Unu
bonesHb Hemmnewuna-®aririca.
[Tpn aToM X-cuenneHHoOM 3aboieBaHnm
MyTauun y D0nbHbIX OOHapPYyXMBaKTCA B
reHe GPR143 cneundpunyeckoro G-
peLenTopa, KOTOPbIN 3KCMpeccupyeTcs
MCKIMHOYUTENBHO B MernaHoumuTax v
NMUTMEHTHOM 3MUTENUN CeTYaTKn




[ mMa3HOW anbOUHU3M
(pasnunyHble KNMMHUYECKNE BapuaHThbl)




B HeKoTopbIX cny4yaax
crneungpuyeckme aHomMmanumm rnas
MCNONb3YITCA B Ka4yecTBe
OVNarHOCTUYEeCKNX Kputepmen
HacneacTBEHHbIX CUHOPOMOB



[onybble cknepbl npwu
HeCOBepLIJeHHOM ocTeoreHese
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[TloaBbIBUX XpycTanuka npu
cuHapome Map@aHa




Konbuo Kansepa-®neuniiepa npu
oone3Hn BunbcoHa-KoHoBanoBa
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Bo MHOrmMx cny4vyaax aHomManmu
opraHa 3peHusa MoryT ObITb
CONYyTCTBYHOLLMMU NPOABNEHNSAMMU
OPYrux cCUCTEMHBIX 3aboneBaHnm



KpoBOU3NUAHUA B CETYATKY NpWw
NepHULUMO3HOMN aHEMNN, OBYCNOBIIEHHON
nepnumtomMm BuTammnHa B12
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MHOXeCTBEHHbIE MeNMaHOUUTAPHHbIE
HEBYCbI pagy>XKu npu HempodmndpomaTose
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BbIBOpOT HM)KHETO BEKa M3-3a pyoLeBaHus C
pasgpaXXeHNeM KOHBbIOHKTUBbI U
BbiMageHNEeM PECHUL, NMPU NXTNO3E




B rmasax MOXXHO HaUTU oTpaXeHune
MHOIMMX BHYTPEHHMNX OOne3Hen
yenoBeka



[1ByxuBeTHaa paayxka npu bonesHu
[ MpwinpyHra
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KOHBIOHKTUBUT U SMUCKNEPUT NPU
bone3Hn KpoHa




[TomyTHEHUA B BMAe 3Be34bl No4 nepeaHeu
Kancyrnou npu atonmMyeckom gepmarture
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[laTonormn4yeckme npouecchl nNpw
N30MNMMPOBaAHHbIX HaCNeaCTBEHHbIX
odpTanbmonaTuax MoryT 3aTtparMBaTthb
OTAENbHO UMW B Pa3HbIX KOMOUHALINSAX
CeTyaTtky, pagyXKy, poroBuLly, cKrepy,
CTeKnoBmaHoe Teno, XpycTanuk,
3pUTENbHbLIE HEPBbLI UNN MEHATL
nonoXeHme, opmy, NMrMeHTauuio,
Xapaktep OBWXEHUS BCEro rnasa



MHorne qoopmMbl HacneacTBEHHbIX
pemuHornamuu acCcoLuunpoBaHbl C
aedeKkTamMmm OoTopeLIeENTOPOB, N ANA
HUX XapaKTepHa orpoMHas
2eHemu4yecKkass eemepo2eHHOCMEb



Hanbonee Tskenon doopmon
HacneagCcTBEHHOW pPEeTMHONATUN ABMAETCH
8POXXOeHHbIU amaspo3l Jlebepa
npu KOTOpoM HabntogaeTcss ogHOBPEMEHHOE
nopaxeHne dooTopeLenTopoB KONMOOYEK U
nanoyek. bonesHb MOXET CONPOBOXAATbLCA
0anbHO30PKOCTbIO, POTOANCTPODUEN,
KEPATOKOHYCOM, KaTapakTamMn v
BapbUPYOLLMMN aHOMAaNUAMMN rra3Horo aHa



BpoxxaeHHbI amaBpo3 Jlebepa —
3TO reTeporeHHas rpynna ayTocoOMHO-
peLieccuBHbIX 3aboreBaHun,
XapaKTepUayrLWnXca o4eHb paHHUM
Ha4YyaromMm OUCTPOMUMN ceTYaTKN U ee
TAXenon gUCcPyHKLMEN C NOTEPEN
3pEHNA U YHOYNUPYIOLLMM HUCTAarMom



B HacTosLee BpeMs naeHTUdoUUmMpoBaHbI
reHbl ona 15 reHeTU4Yeckux opm
3aboreBaHusl.

Hanbonee pacrnpocTtpaHeHHON ABMSIETCH
dopma 10, obbsacHsAowasa 6onee 20% Bcex
criy4yaeB. OTa dpopma obycrosreHa
MyTaunamm B reHe CEP290, npoayKTom
KOTOPOro SABMAETCS LIEHTPOCOMHbIN DENOK,
HegbpouyucmuH 6, y4acTBYyHOLINN B
TPAHCNOPTUPOBKE BOPCUHOK N OpraHu3auun
LMNnapHOro anuTenus



MeHee 3noKayecTBEHHO NpoTeKatoT
HacneacTBeHHada ducmpous Kosibovyek u
rasioqekK, nuaMeHmHbIU pemuHum,
MaKyrnsdapHas dezceHepauyus cemyameku,
HOYHasd U usemosas crierioma, ogHako BCe
OHM COMNPOBOXOAKTCA CHUXEHUNEM
BU3yanbHOW aKTUBHOCTU U OCTPOTbI 3PEHUS,
a MHorga MnOSMHOWM ero NnoTepewn



[1na kaxxgon n3 atux rpynn
3aboreBaHUN XxapakTepHoO
nepeKkpbliBaHNE CMEKTPOB KNMUHNYECKUX
NPOSABNEHUN.

[1py 3TOM BO MHOIrmMx cny4yagax pasHbie
reHeTn4yeckne Popmbl 3TUX
3aborneBaHUN B pas3rmMyHbIX
KOMOMHaLUKUAX MOTYyT COCTaBNATb
eOUHbIe arsiriefibHble cepuu



Lucmpogbus konboyekK U nasoyek —
9TO BbICOKO reteporeHHas rpynna
HacneacTBeHHbIX borne3Hen rnas,

XapaKkTepu3yLWKNUXCA PaHHUM
YXYALUEHNEM 3PEHUS, HAYNHAOLLMMCH C
noTepu LIBETOBOIo BOCMPUATUA,
nocneayroLwen HUKTanonmeun u
Cy>XeHnem DOKOBOIro 3peHus



bone3Hb conpoBOXaaeTcs
pacnpocTpaHALEeENCca NMrMeHTaunemn
CeTyaTKn N MOXET ObITb 3anogo3peHa npu
HanM4Mn y nauneHta gotobosizHu,
HUCTarMa, CHUKeHMNS OCTPOTbI 3PEHUA U
aHOManuMn LBETOBOIO 3pPeHUS.
[1na nogTBepXaeHnsa anarHo3a Heobxoammo
npoBegeHne SP[-obcnenoBaHwus.
B HacTosLlee BpeMAa NOAEHTUDULIMPOBAHDI
reHbl Npu 17 ayTOCOMHbIX N 3 X-
cLenneHHbIX popmax 3aboneBaHUs



[luameHmMHbIU pemuHUm — 3TO eLle
boriee reteporeHHas rpynna
3aboneBaHU, OCHOBHbIMU

NPOABNEHUAMN KOTOPOW ABMAOTCSH
HOYHagda crenoTa, pa3BuTme
TYHHENbHOro 3peHUsA, MEASIEHHO
NPOrpeccupyroLLlee CHMXKeEHNE
LEeHTpanbHOro 3peHnsl, HaunHarLleecs
c 20-neTHero Bo3pacrta.
PacnpocTtpaHeHHOCTb 3aboneBaHns
Ha 3-5 TbICAY YernoBeK



Ha rna3HomM gHe BbIABASAIOTCS TEMHbIE
nMrmeHTHble obnactu (‘bone spicules'),
KNCTOMOHAas MaKyrdapHas 3gema,
MUIMEHTUPOBAHNE CTEKIMOBUAHbIX KITETOK U
BOCKOBas O51eHOCTb ONTUYECKOro amcka.
ApKnn cBeT MOXET ycunueaTh
NereHepaTuBHbIE NPOLECCHI B CETHATKE.
Yacto b6ore3Hb conpoBOXOaeTcs
cybkancynsipHbIMU KaTapakTaMu, BbICOKOW
MUonnen, acTurmaTu3mMoM, KepaTOKOHYCOM
N HEDOSBbLUMM CHUXKEHUEM CriyXxa



[IMITMEHTHbLIN PETUHUT, UNN NMUTMEHTHAa4A
OereHepauuns cetyaTku
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B 50-60% cny4yaeB 60ne3Hb HacneayeTcs
MO ayTOCOMHO-PeLECCUBHOMY,

B 30-40% — no ayTocCOMHO-AOMWUHAHTHOMY
nB 5-15% — no X-cuenneHHomy Tuny.
OnuncaHnbl 6onee 120 ayTOCOMHbIX U
HEeCKONbKO X-cUenneHHbIX dopm
NMUIMEHTHOINO PEeTUHUTA.

Kpome TOro, NIUMrMeHTHbIN PETUHUT BXOOUT
B CTPYKTYPY MHOIMX MOHOIEHHbIX
CUHOPOMOB



B HacTosdllee BpeM4
MOEHTUPULIMPOBAHbI FreHbl MPU 35
peLeccuBHbIX, HeMHOrMMm bonee 20
OOMUHAHTHbIX N ABYX X-CUEMNSEHHbIX
doopmMax MMrMEHTHOINO PeTUHUTa



X-cuenneHHble dopMbl ABNAIOTCS Hanboree
yacTbiIMN U oObsicHAET okono 11% Bcex
doopM MUIMEHTHOIO PETUHUTA.

OHun obycnoBneHbl MyTaUUsAMN B reHEe
RPGR, npogyKT KOTOpPOro pacnonaraercs BO
BHELLHEM cermeHTe dooToOpPEeLENTOPOB. ITOT
Benok y4yacTByeT B opraHu3aunm
MUKPOTPYOOUYEK n/mnu perynauumn
TpaHcnopTa B NEPBUYHBLIX Lunma, u
HeobxoamMm AN BbDKMBAHUSA KITETOK



UHacToun Takke ABNsAeTCcAa ayTOCOMHO-
OOMUHaAHTHaaA dopma 20, KoTopas
obbAcHAeT okoso 5-10% Bcex
cliydyaeB MUIMEHTHOINO PETUHUTA B
Espone n CLA.

JTa dopma obycrioBrieHa mytaumsimn B
reHe IMPDH1, kognpyrowmm oepMeHT
NYPMHOBOIro MeTabonmama —
MHO3MH-5'-MOHOdrocdaTaerngporeHasy



MakynsapHas deceHepauus cem4yameku
— 3TO reTeporeHHas rpynna
MOHOIEHHbIX 1 MHOTOPaKTOPHbIX
3aboneBaHunin, obycrnoBreHHbIX
NporpeccupyroLlen gereHepaumnen
dOoTOPELIENTOPOB U KIETOK
noanexawero NMrMeHTHOro aNUTeNus
B 00/1acTu XKENTOro NATHa CeT4YaTKu






Hanbonee yacton HacneacTBeHHOW
doopmon makynsapHowu aereHepauunmn
ceTyaTkm y aeten aBnaetcs 6o/1e3Hk
CmapeapOma, pedbioTupyroliasd B BO3pacTe
/-12 net. bonesHb ObLICTPO NPOrpeccupyer,
NPUBOOSA K PE3KOMY CHUXEHUIO BU3yaribHOW
akTuBHocTU. OgHaKo nepudepunyveckoe
3pEeHMNE COXpaHseTCA HOpMarbHbIM Ha
NPOTSXEHUN BCEN KNU3HU DOMbHbIX.
B HacTosilwee BpeMa naeHTUOULMPOBaHbI
reHbl Npn 3 MOHOrEHHbIX dhoopmax
3aboneBaHus



bone3Hb Ctaprapara

(Mo rmasHoMy OHY pa3bpocaHO MHOXXECTBO
XKenToBaTbIX MATHbILWEK HENPaBUITbHOW hOpMblI)
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LLInpoko pacnpocTtpaHeHHas
g8o3pacmmHas makyrnornamus,
ABNAKOLLAACA OCHOBHOW MPUYNHON NOTEPU
3pEeHNA B NOXUITOM U CTap4YeCcKoM BOo3pacTe,
B OOMbLUMHCTBE Clly4YaeB ABMSIETCA
MHOrodoakTopHOMW.

[1pn pegknx HacneacTBeHHbIX popMax
NedeKTHbIMU OKa3blBatoTCA PUOYINHBI —
B3aMMOOEeUCTBYOLLME C 3TaCTUHOM U
MHTErPUHAMMN CEKPETOPHbIE DENKM,
pacnonaratowinecs Boonb NOBEPXHOCTH
dNacTUYEeCKNX BOJTOKOH



Bo3pacTHasa makynonatus

NIOFH com




BpoxOeHHas cmauuoHapHas HoYHas
crierioma —
9TO KINMUHUYECKU NONMMMopdHaa U
reHeTu4YeCcKn reteporeHHas rpynna
HenporpeccupyroLmnx 6onesHen
CETYaTKN, XapaKTepu3syoLLMXCS
yXyaLeHUeM HOYHOIo 3peHNa u
cTapbusmom.
3aboneBaHue NposiBAsieTCA
NPENMYLLECTBEHHO B AOLLKOSIbHOM
BO3pacTe



B HacTosLee BpeMa NOAEHTUDULIMPOBAHDI
reHbl gnga 4 ayToCOMHO-PELeCCUBHbIX,
3 ayTOCOMHO-AOMWHAHTHbLIX W
3 X-cuenneHHbIX dopmax BpOXOEeHHOW
cTayMoHapHOW HOYHOW CIrenoThl.
Hanbonee yacton asnaertca X-cuenrneHHas
HOYHasa crenoTta, obycrioBneHHas
MyTaumamm B reHe NYX, kKogupyrowmm
HUKmMarsnornuH — HedbonbLon NenynH-
boraTbin npoTeornukaH doTopeLEenToOpoB



[Jeemoeas criernoma —
9TO reTeporeHHasi rpynrna MOHOIMeHHbIX
3aboneBaHu, Npu KOTOPbIX Y DOSbHbIX
HapyLLUEHO LIBETOBOE BOCMPUATUE, MPUYEM
9TO HapyLUEHME MOXET KacaTbCH BCEX
LIBETOB, HECKONbKUX UM OOQHOro LBETA.
HopmanbHoe TpUXpOMHOE L|BETOBOE 3PEHUNE
Y YerioBeka OCHOBaHO Ha CyLlecTBOBaHUN 3
KfiaccoB KOnbo4vek, B KaXXOOM U3 KOTOPbIX
HaxoOuTCs TONbKO OAMH LIBETOBOW NMUIMEHT
(orcuH): ronybon, 3eneHbin NN KpacHbIn



ToTanbHaga uBeToBas cnenora
(narnoykosasi MOHOXpPOMa3Us VNN rosiHas
axpomamoricusl) — 9TO reteporeHHas
rpynna, cocrodawaga n3 4 peakmx
BPOXOEHHbIX MOHOreHHbIX 3aboreBaHnu,
XapaKkTepuayLmxcs doTob0053HbIO,
CHMXXEHMEM BU3yanbHOW aKTUBHOCTW,
HUCTarMoM M NOJSTIHOU HECMOCOOHOCTLIO
pasnuyaTthb LBeTa



[onybon NUrMeHT KognpyeTcHa reHom
OPN1SW.
[eTepo3nroTHble MyTaunun B 3TOM reHe
MOEHTUMPULUNPOBAHBLI Y OONbHbLIX C
mpumaHoeou Usemosou criernomou Unu
mpumaHornueu —
OTCYTCTBMEM BOCMPUATUS
npenmyLlecTBeHHO (OUONETOBOIO LIBETA.
UacToTa 3aboneBaHusa B pasHbIX
nonynaunax coctaensger 1 Ha 10-70 Tbicad
HaceneHus



OnNCWHbI, YYBCTBUTENbHbIE K KPACHOMY U
3efleHOMY LBETY, KOOAUPYHTCA CEMENCTBOM
POACTBEHHbIX TEHOB, PACMONOXEHHbIX B
Xq28. [1na KpacHOro nurmeHTa CcyLecTByeT
nuwb oaunH reH (OPN71LW), 3eneHbin
MUIMEHT MOXET KOOANPOBATLCA HECKONbKUMW
reHamu (OPNTMW), npnyem 4ncrno aTmx
€EHOB Yy pa3HbIX NHOUBUOYYMOB MOXET
BapbupoBaTb. BCe 3TN reHbl pacronoXeHbl
TaHOEMHO B HeENnocpeacTBeHHOWN Brn30CTH
Opyr oT gpyra n HaxoaaTca No4 KOHTponem
oOLLEero perynaTopHOro afieMeHTa



Pepnkaa X-cuenneHHaa peueccuBHas
20/1ybasi MOHOXPOMUS UMW HErosiHas
axpomamoricus MOXeT bblTb 0DycrnoBneHa
CTPYKTYPHbIMU peopraHusaumsimm B obnacTu
nokanusauunm reHos OPN1LW n OPN1MW
Unn geneunusamm peryrnaTopHoro anemMeHTa.
Y OOnbHbIX NPU POXAEHUN B CETYATKE
OTCYTCTBYET YYBCTBUTENbLHOCTb K ASIMHHbLIM
N cpegHUM BOSIHAM, YTO HE MNO3BOMAET UM
pasnnyaTb LBETA 3a UCKITIOYEHUEM TONyObIX
OOBbEKTOB, pa3MeLLEHHbIX Ha XXEeNTOM norie



[lnxpomMHoe LBETOBOE BOCMNPUATUE
OTHOCUTCSH K TshKenbIiM gedpektam 3peHus,
MPW KOTOPbIX NUCMOSb3YIOTCA TOSNbKO ABa
TUna PoTopeLIENTOPOB — ronyoon u
3eneHbIn (MpomaHorus) nnu ronnyooun um
KpacHbIN (OeumepaHorius)



AHOManbHas mpuxpomacus, NNn
MOHOXpoMa3us 20/1ybbix KO1boyek,
npoTeKarLasa B 00LEeM criydae ropasao
MArdye, — 3TO TPUXPOMHOE LIBETOBOE
3peHne, OCHoOBaHHOE Ha NCMNOMb30BaHUM
HOpPManbHbIX TOMyoObIX N 3eneHbIX U
aHOMarbHbIX KpacHbIX (POTOPELIENTOPOB
(MpomaHomarius) NN HopMarsibHbIX rofyobIX
N KpacCHbIX N aHOManbHbIX 3eNeHbIX
dooTopeLenTopoB (OeumepaHomarius)



B kaxkgom n3 aTux AByx criydaeB 00ne3Hb
obycrnoBrieHa COOTBETCTBEHHO MyTaLUAMU B
reHax
OPN1LW vinn OPNTMW .
KnnHnyeckoe nposBneHne atnx X-
cuenneHHbIX 3aboneBaHU 3aBUCUT OT
TUMOB MYyTaLMW, KOTOPLIE ONMPEOENSIOT
XapakTep NoBpeEXaeHns COOTBETCTBYHOLLIMX
OMNCUHOB



MTak, ycnewHaa ngeHtndpunkaumns
Lernoro psga reHoB, OTBETCTBEHHbIX 3a
HacneacTBeHHbIe POPMbI PETUHONATUN,

Oblna ocyulecTBneHa NoToMy, YTO UX
aKCcnpeccusa orpaHNYMBaETCS
dooTopeL,enTOPHbIMU KINETKaMU,
bonbluasg 4acTb U3 KOTOPbIX BOBEYEHA
B Kackag doToTpaHCcayKLumm



OCHOBHbIM BU3yanbHbIM MUTMEHTOM
narioyek sBnsieTca poooriCuH.
Abcopbuuns doToHa poaorncUHOM NMPMUBOAOUT
K TOPUITEPHOMY NEePEKNOYEHNI0 CUrHaNbLHOU
nepenayun B potopeuenTopax narovek.
[ToaTOMY OOHOMN N3 Ba)XHENLLUUX NPUYMH
DA3BUTUSA pa3NnNYHbIX POPM peETUHONATUN
ABMAOTCA HapyLleHe PYHKLUUKU poaoncuHa
n 0enKoB, Yy4acTBYIOLLUX B €ro TpaHcnopTe
n metabornuname



B dboTopeuenTopax akTuBMpyeMbii CBETOM
dooToNUrMeHT B3aMMOOEUCTBYET C
mpaHcoyuuHom — G-6enkom, CTUMYIUPYHOLLUM
[P/ TP-06MeH. OTO B3anmoaencTesme, B CBOKO
oyepenb, NpMBOAUT K akTuBauum Ul M®, KOTOpbIU
ABMAETCA BTOPUYHBLIM MECCEHIXXEPOM
dooToTpaHCcAyKLUUMN.

B perynauuu ypoBHA Ul M® yyacTByeT
ayaHunamuuknasa 2D.

MyTauumn B reHax, KogupyroLimx Bce
nepeYvyncneHHble Bbille DEenkn, Takke ABNAOTCA
NPUYNHOMN HEKOTOPLIX dPOPM HacneaCTBEHHbIX
peTUHONAaTUN



BaxxHenwnm 3BeHOM (poToTpaHcOyKUNN
ABNAETCA PemMUHOUOHbLIU UUKIT 3PpEHUA.
OncuHbI KOBanNeHTHO CBSA3aHbl C MaleHbKUMMW
KOHbIOrMpPOBaHHbIMU XpoModopamn — 11-uunc-
peTHanbgernaom, nnmn 11-unc-peTuHomneM.
XpomModpopbl 3pUTENbHbIX MUIMEHTOB
obpa3yroTca B pesynbrate metabonmama
BUTaMunHa A (TpaHC-peTUHONS).

[eHbl, y4acTBYyOLLME B KOHTPOSE PETUHONOHOIO
LKA, TakkKe accoLnmpoBaHbl C
HacneacTBEHHbIMU PETUHOMATUAMM



OuneHne oTopeLEenTopoB OT TpaHC-
PETUHONSA MPOUCXOAUT C MOMOLLLIO
cneundondeckoro AT D-cesd3bi8aroueco
mpaHcmeMbpaHHO20 mpaHcropmepa,
kogupyemoro reHom ABCA4. [OMO3UIroTHbIE
NN KomnayHa retTepo3nroTHble MyTaLnm B
9TOM reHe obHapyxnBaroTcs npu OonesHu
Ctapraparta n apyrux peTtuHonaTumsix,
COCTaBNAKLMX anfenbHy cepuio




B HempoHanbHOM CeTn ceT4yaTKn CBET
rmnepnonapuayeT dotopeLenTopbl U
YMeHbLUaEeT BbIOpoC
a2/1romamMammHyo20 HelupompaHecmummepa.
[1pn 3TOM cuUrHanbl 3peHNa Ha CBETY U B
TEMHOTE NepenarTcs B LieHTparbHbIe YacTy
mo3ara no pasHbiM nytam (ON un OFF),
onocpegyemMbiM YpoBHEM DUNONAPHbIX
KNEeTOK CeTYaTKN



BaXxHeunwwyo ponb B OTOTpaHCAYKLUN
UrpaeT cuHantTuyeckaa nepenada
CBETOBOIO cUrHana, B peanusaunm KOTopou
NPUHMMALOT y4yacTue
airtomamameHeie peuenmopbsi v
UOHHbIe KaHarlbl.

MyTauum B reHax, KogUpyoLMX 3TN BErKu,
NPUBOOAT K pa3nnyHbIM doopmam
HUKTanonmm n axpomaTtoncum



Ho He TonbKo HapyLueHue
dooToTpaHcayKkunm NpUBOAUT K pa3BUTUIO
HacneaCTBEHHbIX PpeTUHOMNAaTUN



Hanbornee 4vactble opMbl BPOXKOEHHOIO
amaBpo3a Jlebepa un X-cuenneHHoro
NMUIMEHTHOIo PeTUHUTA O0OYCNOBMNEHDI

uusnuapHou oucyHkyueu.

K aToM Xe rpynne umnmapHbiX AUCAHYHKLNN
MOryT ObITb OTHECEHbI Apyrne dopmbl
amMoBpo3a Jlebepa, cBA3aHHbIE C AedeKkTamMun
MWUKPOCOM U MUKPOTPYDOOYEK B ceTHaTKE
n/Mnn HapyLweHuamm TpaHcnopTta benkos B
LUnnapHoe Teno



K pasnnyHbiM BapuaHTam auctpodpun
KONOOYeK U nanovek, NMUrMeHTHOro
PETUHUTA U MaKYIAPHOW AereHepaumn
ceT4yaTKu MOryT NMPUBOAUTb TakKXKe
HacneaCcTBEHHbIE HapYLLEHUA OpraHn3aumnm
Uumockesriema KneToK CeT4yaTKu
MEXXK/TEMOYHbIX 83aumooetcmasudl.
Hekotopble dopmbl amaBpo3a Jlebepa
obOycnoBfieHbl HegOCTaTOYHOCTbIO DENKOB
ceTyaTku, oobnagarwwmx JHK-cesassisaroweu
OyHKUUEeU NN y4acTBYHOLLKUX B [10CM-
MpaHCIsAUUOHHbIX MOOUGbUKaUUsIX



Ampogbus 3pumeribHo20 Hepea Jlebepa
SIBNSIETCS KIaCCU4YeCKUM npumMmepom
MUTOXOHOpMarnbHbIX 3aboreBaHUN.

KnnHmnyeckn b60oresHb xapakTepusyeTcs
OCTPOU MOTEPEUN LUEHTPANbHOIo 3peHUS
BeOyLLEen K CKOTOMe 1 crnenorTe.
MyTaumm BO MHOXXECTBE MT-F€eHOB MOTyT
NPMBOAUTL K 3TOMY 3aboneBaHuto. OgHako
3 myTauumn B nonoxeHnax 11778, 3460 wn
14484 mTOHK obbsacHsaT okorno 90% Bcex
cry4yaeB 3aboneBaHus



HacnenctBeHHas HenponaTus
3puTtenbHoro Hepsa Jlebepa

m Online IOUF,[_I.B[ ofiOphthalmology - www . .onjoph.com




[laTonornyeckme M3MeHeHUs OCHOBHbIX
CTPYKTYpP 2/1a3Ho20 s6/10Kka B DoNnbLUEN
CTENEHN accoLnnpoBaHbl C JedPeKTaMn
OenkoB BHEKMNETOYHOro MaTpukca Unm
HapyLweHnamMmm mMopdoreHesa opraHa
3pEHUS.
MHoOrne U3 HMX xapakTepusyeTcs
OrPOMHbIM
Kr1UHU4YecKUM nosiuMopgbu3Mom



MyTaumm B reHax KosareHos,
NPOTEOrNMKAHOB, MUKPOMUOPUNNAPHbIX
OEnkoB nnu rMMKoONpPoTENHOB
BHEKITETOYHOIro MaTpuKca nexxat B OCHOBE
Pa3BUTUS HACNeaCcTBEHHbIX DOne3Hewn
COEVNHUTENBHOW TKaHW, B CTPYKTYpPE
KOTOPbLIX YaCTO MPUCYTCTBYET NaTosIorng
opraHa 3peHusd, a B HEKOTOPbIX Cny4yasiX OHa
ABMAETCA €ANHCTBEHHbIM KIMMHUYECKUM
NposiBNIEHNEM 3TUX 3aborieBaHnN



Ma>kopHbIn xpaweBoun konnareH |l Tuna
COCTaBINAET OCHOBY CTEKOBMAOHOIO Tena,
NO3TOMY ero gedpekTbl NMPUBOOAT K
OereHepaTtuBHbLIM NpoLeccam B ceTyaTKe U
CTEKNOBUOHOM Terne C BblipaXXeHHOou
MUOMNUEN.

HekoTtopble myTauum B reHe COL2A1
NpoABNAITCA B BUAE
ayTOCOMHO-OOMUWHAHTHOW
boriesHu BazHepa



E€ OCHOBHbIMU KIMHUYECKUMU
NPOABMEHUSMU ABMAETCA AereHepauuns
CTEKIMOBUAOHOMO Tena n caMmonpoun3BorbHas
OTCINOMKa CeTYaTKMN.

[lnarHo3 6one3Hun BarHepa obbI4YHO
yCTaHaBlMMBAETCHA B BO3pacTe 5-7 ET, XOT4H
nepBbl€ CUMNTOMbI MOTYT MPUCYTCTBOBATbL
yXe B 2-3-NeTHeM BO3pacrTe.

B Hayane BTopou Aekaabl XXU3HWN Y OONbHbIX
pa3BMBaETCA MeaOsieHHO nporpeccupytoLlas
OCITO)XHEHHas KaTtapaKTa



HacnegcTtBeHHble AedeKTbl B KonnareHe
VIl Tnna, yyacteytowiem B o0bpasoBaHnm
OecLemMeToBon MeEMOpaHHbI,
naeHTMdnUnpoBaHbl Y OOMNbHbLIX C ABYMS
annerbHbIMM BapuaHTaMn ayTOCOMHO-
OOMWHAHTHOW ducmpoghuu po2o8uUUkl rnasa
— pebroTupyrowen nocne 40 net
3HOAomersnuasbHou ducmpoguu PykKca v
rosiuMopHoU 3a0Heu oucmpogbuu 2 TUna,
NPOABNAIOLENCHA B PAHHEM OETCKOM
BO3pacTe



dnutenunanbHO-aHaoTeNManbHas
ancTpodus porosuubl dykca
(bynnesHas kepaTtonaTtusl, OTEK CTPOMblI)
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3aaHaa nonmMmopdHaa AncTpodus

poroBuLbl
(yTonweHune [lecuemeToBon MeMbpaHbl)




Peakmn ayToCOMHO-peLeCCUBHbLIN
cuHopom KHobrioxa
(BUTpeopeTMHanbHaga gereHepauus,
COYeTaKOLLaAca ¢ OTCNOEHUEM
ceTyaTKkun, MakynapHbIMMU aHOManuamm,
TAXKErNnom MMOMNMeEN 1 3aTbiNTOYHbIM
dHUedanoue)
obycrnoBneH MyTaLuuaMm B reHe
konnareHa XVIIl Tuna



AyTOCOMHO-OOMUHAHTHAaA
gumpeopemuHaribHas oegeHepayus ¢
MO30HUM Ha4asioM
obycnoneHa mytaunammn B reHe CTQTNFS,
KogupytoLem 06enok ¢ KonnareHo-nogooHbIM
OOMEHOM.

[TpoayKTbl 000MX 3TUX FEHOB MN3bMpaTernbHO
9KCMpeccupyroTcst B MMrMeHTHOM 3NUTENUA
CeTYaTKN



Llenbin pag n3onmnpoBaHHbIX
opTanbmonaTtun odbycrnoBsreH
HacneacTBeHHbIMU AedeKkTamMu
rpomeoasiukaHoa8, y4acTBYHOLLNX B
obecrnevyeHnn Npo3pavyHOCTN POroBULbl
rnasa n yHKUMOHUPOBaHUN
dooTOpELIENTOPOB



PaHee Mbl yxXe obcyxganu porib
HUKmMaJsiornuHa B pa3BuTMm ogHou U3
reHeTn4yeCckmnx doopm BpOXOEHHOU
cTayMoHapHOWM HOYHOW CIrenoThl.
MyTauuun B reHe Opyroro NnpoteornMkaHa —
KepamoKkaHa NpuBOOSAT K pa3BUTUIO
ayTOCOMHO-PEeLECCMBHOM
f1/10CKOU po208UUbI 2r1a3a,
XapaKTepusyrLnnca rmnepmMeTponuen
(+10D nnun >), nomyTHEHMeM porosuusbil,
pPaHHUM 0Dpa3oBaHMEM CTapyecKkmnx onsLek




[Tnockasa poroBuua rnasa
(poroBuua ynnolleHa,ToHKasa, nepeaHsaa Kamepa Mernkag,
nccrnegoBaHue npu nomown kamepesl LLlemmndpniora)
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KepaTtokaH n gpyrue manble
KepaTaHcynbdaT-npoTeornmkaHbl, B NepPBYHO
oyepeab, NMOMUKaAH Y4acTBYIOT B Perynauun

NPOCTPaHCTBEHHOW OpraHn3aLum
KonnareHoBbIX pmnbpunn.

B camoM reHe nroMmmkaHa myTtaymm He
obHapyxeHo. OHaKo HapyLUeHne
cynbdaTmpoBaHua noMmkaHa obHapy>XeHo
y OOSIbHbIX ayTOCOMHO-PELECCUBHON
oucmpoagpueu rnsamHa po2os8uubl



OOHOU N3 BaXXHENLLUX MPUYnNH
PA3BUTUA HACneaCTBEHHbIX
opTanbmMonaTtnn ABNAKTCA HapyLLUEHUS
Mopgho2eHe3a opraHa 3peHunsd, B
KOHTpOIe KOTOPOro NpuHMMatroT
y4acTUE TPaAHCKPUMLUMNOHHbIE (PAKTOPHI,
a TakKe doaKTopbl pocTa



XapaKkTepHbIM CBOUCTBOM 3TOU rpynnbl
3aborneBaHUN ABMAETCS OrPOMHbLIN
KIMMHUYECKNN NONNMOPMPUN3M, TO ECTb
CcyLlecTBOBaHME ONMUHHBLIX anfenbHbIX
cepun, o6pasoBaHHbIX KIMMHUYECKU
CaMOCTOATENbHbLIMU HO300OMMYeCKNMMN
doopmamu



Tak, He MeHee 6 annenbHbIX BApUaHTOB
ayTOCOMHO-AOMMWHAHTHOW OUCTPOdPUU
POroBuLbl OOYCMNOBMEHLI MyTaUMSMUN B reHe
KepamoanumersuHa —
HebonbLIOro nonunenTuaa, HAYLMpyeMoro
TpaHcdopmMupyroLwmm daktopom pocta 31,
aKTUBHO 3KCMPECCUPYHOLLErOCA B aNUTENUN
POroBULIbl U B CTPOMAarbHbIX KepaTUHOLIUTAX
rnasa



OTO MeOSIeHHO nporpeccupytoLme
gpaHynsapHbie oucmpogbuu | (I perysa) u Il
(AserifiuHo) murios, OedHTUPYLOLLnE
COOTBETCTBEHHO BO BTOPOU N TPETLEN
neKage XusHu, oemckue oucmpouu
Peuca-byknepa u Tuna-beHke,
Ha4YMHaLwWmMecsa ¢ CUNbHbIX donewn,
00yCnoBMEHHbIX UHBEKUMEN MAa3HOro
q050Ka, 1 bonee Nno3aHne OeTcKkue
pewémyamsie oucmpodagbuu | u IlIA murios



[paHynapHas guctpodus poroBuLibl,

Groenouw | (nomyTHeHus porosuubl B nepeaHmx
CNOAX CTPOMbI B BUAE «XJTONbLEB CHEra»)




[ paHynapHas guctpodusa porosuubl Il Tmna

Avellino (amunongHbie oTNOXEHUA B NepeaHnx
oTAenax CTpoMbl)




Onctpodusa porosuubl Reis-Buckler
(MOMYTHEHMSA, pacnonoXeHHble cybanuTenmansLHO 1 Ha
boymeHoOBON MeMbpaHe
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CotoBuaHasa gncTtpodus poroBuLibl

Thiel-Behnke (nomytHenus B 6oymeHoBon membpane
n 6asanbHol MembpaHe anuTenus cosgatoLme
COTONOAOOHLIN PUCYHOK
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PasnnyHble BapmMaHThl pelleT4yaTon
agereHepauuu
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OaHako HambosbLlee KonmyecTBO
N30NMPOBAaHHbIX HAacneaCcTBEHHbIX
odpTanbmMonaTun cBA3aHbl C AedekTamMu
mpaHCKpUNUUOHHOU cucmeMabl
KOHTpONA MopdooreHesa opraHa 3peHuUs



[1Ba reHeTn4eCcKnx BapmuaHTa rnosiuMopgbHoU
3a0Heu oucmpogbuu poaosuubl afalda 3 n 1
TUMOB OBOYCNOBMNEHbI MyTaLUMAMU B reHax
TPAHCKPUMNLUMOHHBLIX dpakTopoB Tcf8 n Vsx1,
OTBETCTBEHHbIX 3a pa3BUTUE OpraHa 3peHUsI.

Oba 3aborneBaHnNst XxapakTepuU3yroTCH
MeTannasnen u paspactaHmem 3agHen
yactu porosuubl. [Npu TMne 1 y 6onbHbIX
4yacTo HabnaaeTcs KepamoKoHYC



KepaToKkoHyC




He meHee 10 annenbHbIX BApUaHTOB
ayTOCOMHO-AOMWHaHTHbIX DOne3Hen rnas
CBSA3aHbl C MyTaLUMUAMU B reHe
mpaHCcKpUnuuoHHo20 ghakmopa Paxb,
YYaCTBYHOLMX B KOHTpONe ambpunoreHesa
opraHa 3peHunsi 1 ocobeHHO B opraHmn3aLun
XpycTanuka



ITO 4YacTu4Haga Unu nonHaa aHuUpuous,
aHomarsnuu llemepca (HegopasBuTue
CTPOMbI POroBULIbl, CUHEXUN MEXAY

pagy>XKkou 1 poroBuLen un gpyrme aHomanumm

CTPYKTYp rnasHoro sbnoka), aHomariuu

oucka, auriornnal3us ssIMKU cemyamku ¢
npeocmap4yecKkoUu Kamapakmou,
bunameparibHas aurionnal3us 3pumesibHo20
Hepsa, Kepamum, 3Kmorus 3padykKa,
bunameparbHas koriobomMma 3pumesibHO20
Hepea U 8pox0eHHas bunameparibHasi
Kamapakma



AHNPNONA —
NONTHOE OTCYTCTBUE padyXKu
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AHMPUONA CO BTOPUYHOWU
BPOXXOEHHOMW rMaykoMOW




AHoManua lleTepca (spoxaeHHbIE ABYXCTOPOHHME
agre3aun mexay LeHTpanbHbIMU OTAeNaMn poroBumLbl 1
XPYCTanukoMm, C MOMYTHEHNEM poroBuLbl. Pa3BnBaeTcs

rmaykoma)
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AHOManusa gucka




Konoboma aucka 3puternbHOro HepBa
(BMECTO guMcKa B JaHHOM crlyvae BuaHa rnybokas ssMka,
HepBHada TKaHb OOHapPYXXMBAETCHA TOSbKO MO €€ Kpato)
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[loBEPXHOCTHbLIN TOYEYHbIN
bunaTtepanbHbIU KEPATUT
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BpoxgeHHaa 30HynapHas
KatapakTa
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[lepeKkTbl pa3BUTUA pagy>kku rnasa B
COYeTaHunn ¢ aereHepaTUBHbLIMA
npoLeccamMmum B porosuLie, NnepBNYHOU
rmaykomMou v gpyrumm aHomanmamm opraHa
3peHNA XapaKTepusyoT ABe ansenbHble
cCepun HacrneacTBeHHbIX opTanbmonaTun,
OOYyCNOBMIEHHbLIX MyTaLMAMMN B reHax

TPAHCKPUMNLUMNOHHBLIX PaKTOpOoB Pitx2 n
forkheadC1



MyTauun B reHe PITX2
naeHTUdpuUUMpoBaHbI NPU
cuHopome Puzepa 1 n AkceHerboa-
Puzepa, upudo2oHuooucaeHese 2,
KosfibUiesom oepmoude po2osulbi W
aHomarnusx Nlemepca



AHomanusa Rieger

(OT CTPOMbI paay>XKn nayT MOCTUKM K poroBuLe, KOTopble
TAHYTCS K 30HEe nepen Kosnbuom Llsansbe)

G)NIOPH co




CuHpgpom Axenfeld-Rieger

(aTpoua CTpOMbI padyXKn, OTCYTCTBUE "BOPOTHMKA")
w Galiaeylonmallo@ph thalmology - wviwonjophicom ﬁ
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Me3oagepmanbHasa gucreHes3unsd
POroBuLbl N pagyXKu
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MyTtauum B reHe FOXC2 obHapyXeHbl
npu ABYX annenbHbIX BapuaHTax
lumMgbeoeMsbl, codemarowelcs ¢

OBOUHbIM PA00OM pecHUU usu rnMmMo3om



Ilnmdprepema Bek

(MeLlKX nopg rnasamm BO3HUKAKOT BCreactene
numdocTasa u oteka B 0611actm HAXKHUX BEK)
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MyTauum B reHe TPaHCKPUMNLMOHHOIO
dakTopa Sox2, nsbmuparenbHo
aKcnpeccupyroLerocs B HEpBHOU
cucteme, MOEHTUMPULUUNPOBaAHLI Y
BonbHbIX TsKenon burnameparbHou
MUKpoogbmarnbmueu — peakowu
HacneacTBEHHOW CTPYKTYPHOW
aHoManueun rnas



brazooapro
3a BHUMaHue



