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AKTyaJIbHOCTD

B pesyibrare npoBeIeHHBIX MOTTYJISIITUOHHO-
AMUJIEMUOTIOTUIECKUX UCCTIE/IOBAHUH yCTAaHOBJIE-
HO, UTO B pa3JINUHBIX pernoHax Poccuiickoit Me-
JIepaIy OTSTOIEHHOCTD HACIEZICTBEHHBIMU (hOp-
Mam¥ 3a00JI€BaHII ceTYaTKU cocTapisiet 1 -2 e
Ha 10 000 nacenenws [2].

HacsencrBerbie abHOTPOGMUHN CETIATKH Xa-
PaKTEPUIYIOTCS KIMHUIECKUM TTOJUMOPHUIMOM
U TEHETUYECKON TeTepOreHHOCThIO AJLIEeTbHOM 1
JIOKYCHOM.

B nacrosiiiiee Bpemsi onrcano okosio 50 k-
HIYECKNX (DEHOTHUIIOB HACJIEICTBEHHBIX aOUOTPO-
(buii ceruarku, npezcraBieHtbix bosee 100 rene-
TUYeCKUMU BapranTamu [ 1].

[Ipo6iema panneil u auddepeHnaIbHO
JTMATHOCTUKY HACJIE/ICTBEHHBIX TUCTPODUIL ceT-
4aTKH ObLIA ¥ OCTAETCST aKTYAIbHOM KaK B MEJIH-
IITHCKOM, TaK 1 B COIIMATBHOM OTHOTIIECHUSIX.

3HAYNTEIbHYIO POJIb B 0OeCTiedeH I PaHHel
JIMATHOCTUKH HACJIEZICTBEHHBIX aONOTPOdHii ceT-
YaTKU UTPAET MPOBEIEHNE MOJIEKYJISIPHO-TEHETH -
YeCKOTO aHAIN3a, HAIIPaBIEHHOTO Ha TIONCK My Ta-
U B y’Ke U3BECTHBIX reHax [8].

YcranosisieHo, uro myranuu B reie ABCA4
SIBJISTIOTCSI TIPUYUHOM PAa3BUTUS Y€ThIPEX KITIMHU-
YecKH MoJMMopdHbIX abuoTpoduii ceruarku: bo-
nesupb HItaprapara (BIID), abrorpodust ceTuat-
ku turt Opanveckertu (Dynmyc DagBumakyJisi-
TYC), KOJIOOUYKO-TIaJI0UKOBOI U CMEIIAHHOI TTHT-
MEHTHOI aGUOTPODUSIMU CETUATKH.

[Tosmtee 6bLT0 0Ka3aHo, uTo Boseswp [T Tap-
rapara u Oynpayc OussBUMAKYJISATYC SBISIOTCS
aJIIesTbHBIMU BapuaHTaMu MyTartiii B rene ABCA4
C PA3JIMYHBIMU 3BEHBSIMU PA3BUTHS TIATOJIOTTUYEC-
KOTO TIPOIECca ¥ KIIMHUYECKON KapTUHOI.

K 2009 rozxy 6b110 KapTuposato 6osee 500
BO3MOJKHBIX MyTainii reHa ABCA4, npuBoisimx
K KJIMHUYECKOMY TTPOSIBJIEHUIO BBITIEYKA3aHHbIX
abrorpoduii ceryaTk [ 5].

MHOKeCTBEHHBI XapaKTep MaTOTeHHbIX
myTanuii rena ABCA4, BBICOKUI yPOBEHD MTOJIN-
Mopduama [7] 1 pazHbIil XapaKTep HacJie0Ba-
HUSL OTIPEIETISIOT OCOOEHHOCTH TIOXO0/I0B KaK
KJTMHUYECKOMH, TaK U MOJIEKYJISIPHO-TEHETUYeC-
KOI JHArHOCTUKHU IEHTPATbHBIX abnoTpoduii
CEeTUaTKH.

Hecmotpst Ha omricanHble B IMTEpaType Xa-
PaKTEPUCTUKYU TE€X WJIM UHBIX HACJIEJCTBEHHbIX
abrOTPOd Ml CeTYATKI, HEPEIKO OJIHO ¥ TO JKe 3a-
6oJieBaHIe OMUCHIBAECTCS PA3INIHBIMU BpadaMu
10/1 PA3HBIMUA HAUMEHOBAHWSIMU UJIN, HATIPOTHUB,
B eINHOE TIOHSATHE 0OBEIUHSAIOTCS BECbMa JlaJie-
kue popmbi [4].

[lerHOCTH AMATHOCTUKHU, KAaK M3BECTHO,
3aKJII0YAETCS B pacIiO3HaBaHWK 3a00IEBAHS B
HanboJIee paHHel CTanK PAa3BUTHUST TaTOJIOTH-
4ecKoTro mpotiecca. Hanpumep, npu HaJWmauu
MPU3HAKOB IEHTPAJILHON JlereHepaIiy ceTyaT-
KU 3avacTtyto craButcs auardo3 BIII, B To Bpe-
MsI KaK CXO/THbIE KIIMHIUYECKIE TPOSIBJIEHNS Xa-
paKTepHLI U JJId PAAa APYTUX MOHOTE€HHBIX Ha-
CJIeJICTBEHHBIX 3a00JI€BaHUI CETUYATKU, HATIPHU -
Mep, KOJIOOUKOBOI MM HA4aIbHOI CTauu pas-
BUTHS KOJIOOUKO-TTATIOYKOBOI aOrOTpOodmii cet-
yatku [3].

Takum 06pa3oM, BO3HUKAET HEOOXOAUMOCTh
Pa3paboOTKK KOMILJIEKCHOTO KJIMHUKO-(DYHKIHO-
HAJIBHOTO ¥ MOJIEKYJISIPHO-TEHETUIECKOTO TIO/IXO-
Jla K panHel (JIOKITMHUIEeCKON ) AMarHOCTHKe /-
(hepeHIaIbHOI ANArHOCTHUKE IIEHTPATbHBIX a01-
otpoduii ceTcuaTKu.
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ITesb paGoThI

O1eHnTh AUArHOCTHYECKYIO TIEHHOCTH KOMII-
JIEKCA KITMHUYECKUX 1 MOJIEKYJISIPHO-TEHETUYECKUX
WCCJIe/IOBAHWH B TUArHOCTUKE /MU hepeHIraib-
HOI1 IMarHOCTUKE IIEHTPAJIbHBIX aGHOTPOdMii ceT-
vaTku, Ha puMepe 6oste3nn [ltaprapara.

MarepuaJibl 1 METOIBI

BoL10 06caenoBano 48 narrerTos (96 riias),
n3 HUX 28 jKeHmrH 1 20 My;KIIH, UMEIOIINX TIep-
BUYHBIN ararto3 bosesus [taprapara npu 06-
pamenun B MHTK «MI'»> u MHI'TI PAMH. Becem
MaIeHTaM TPOBO/IUIICS KOMILJIEKC KITMHUYECKIX
1 MOJIEKYJISIPHO-TEHETUYECKUX NCCIIEOBAaHNN. 43
HalFeHTa MeJIN eIMHNYHbIE CITyYan 3200/1eBaHus
B CEMBSIX, B O{HOM ceMbe — 2 6OJIbHBIX crOca, ¥ O[Ha
CeMbs$I C Ay TOCOMHO-/IOMUHAHTHOH (hOPMOI B IByX
MoKoJIeHuIX. MUHUMAaIbHBIN BO3PACT MallieHTa
Ha MOMEHT 00cJIeoBaHus 7 JIeT, MAaKCUMaJIbHBII
52 roga. Knmnnnuecke nccaeoBaHust BKIIOYAIIT
BU30METPUIO, CTATUYECKYIO TEPUMETPHUIO, TIPOBEP-
Ky 3peHus Ha 11BeTa (ToJIMXpoMaTiyecKue Tabm-
16l PaGk1Ha), 9/1eKTpoU3H0I0rnIecKue nccJie-
JIoBaHM: 110 MeskryHapoiHOMY ctanaapty (RETI-
port/scan 21, Roland Consult, Germany). /{oroJi-
HUTEJLHO MPOBOJIUJIACH OTITUYECKAs KOTePeHTHAS
tomorpadust (OKT) (Cirrus HD-OCT 4000, Carl
Zeiss Meditec Inc. Dublin, USA), ¢moopecrient-
Has aHrrorpadusi, peructpaius ayTodJoopec-
LeHIIMKU Ha peTuHajJbHOM aHruorpade HRA-2
(Heidelberg, Tepmanist ), hoToperucTpaiius riias-
HOTO iHA. BeeM manmentam ¢ o/ITBEPKAEHHBIM
Jarno3oM accorumnpoBanHoit ABCA4 natonoru-
el mpoBosimsiach mpsimast JIHK-nuarnoctuka.

Pe3yibraThl M 00CyKIEHHE

ITocsie KOMILIEKCHOTO KJIMHUYECKOTO 00CIEN0-
BaHWs1 OBLJTN TIOCTABJIEHbI INATHO3bI, CIIEKTP KOTO-
PBIX TIpe/icTaBieH B Tabmuiie 1.

14 u3 obcaenoBaHHbIX marreHToB (29,2%)
UMEJTU TUTTMYHYTO KIIMHIYECKYT0 KapTuHy boJies-
Hu [Itaprapara (puc. 1, nBetHad BrIajiKa). 3a-
GoJreBatue 1eGI0TUPOBATIO Ha [IEPBOM W BTOPOM
JIECSTUIIETUN KU3HHU CHYKEHUEM OCTPOTHI TIEHT-
pasbHOTO 3peHust. Ha MomeHT ocMoTpa Oblia Bbi-
siBJIeHa aOCOJIIOTHAS MJIM OTHOCUTE/IbHAST IIEHT-
paibHast CKOTOMa, OOHAPY’KEHO HapyLIeHHUE [[Be-
TOBOT'O 3pEHUST PA3HOI CTENIEHH TSKECTH Ha Kpac-
HBII 11 3eJieHbIi 11BeTa. OTMeYeHO CHIKEH e Jac-
TOTHBIX M AMILJIUTY/IHBIX TTOKa3aTeseil (poTommyaec-
ko# asnekTpopernHorpadun (IPI') na done co-

312  BECTHUMK Ory Ne4(153)/anpens'2013

XpaHHbIX CKoTOIMYecKuX koMmonenTos JPT. ITo
marabiM OKT y Becex marmenToB BbISABIEHO yMEHb-
IIeHIE TOIIINHBI ceTyaTKu B 00acTu hosea. [Tpu
PETHCTPAIUH ay TO(hIIOOPECTIEHTINHT OBLIO 3aperi-
CTPUPOBAHO CHUKeHNE (PU3NOJIOTMIEeCKOH ruToa-
YTO(MJIIFOOPECIIEHITNY B MAaKYJISIPHO# 06J1acTH, ¢
OJTHOBPEMEHHBIM YCUJIEHUEM TATOJOTHIECKOH,
MMEIOTTIEeN, KaK TIPaBUIIO, (hOPMY BBITSHYTOTO OBa-
aa. Kimmanueckn BT xapakrepusoBasiach aTpo-
(ueit poroperenTOPHOTO €104 U PETUHATTBHOTO
nurmentHoro arutesnus (PI1D) B makynspHoit
06J1aCTH ¢ XapaKTePHbIM METaJLINYecKuM OJiec-
KOM, OTCYTCTBUEM MaKyJISIPHOTO 1 (DOBEATTHHOTO
pedrexcoB. OcMOTpeHHBIE TAITMEHTH UMETTH Pas-
BUTYIO M IAJICKO3AIIE/IITYIO CTAIIT0 3a001eBaHYS.
Y 7 w3 14 nanueHToB ¢ KIMHUYECKUM TUarHO30M
BIII 6111 0GHAPY KeHbI GOJIE3Hb-aCCOIMUPOBAH-
Hble MyTaru rena ABCA4.

22 u3 06¢IeI0BAHHbIX MAIEHTOB (45,8% ) rMe-
JIV THITYHY'TO KnHn4YecKyio kKaptuiy Dynmyc Diist-
BUMaKyJISATyC (pHC. 2, 11BeTHas BKJa/Ka). Y 18 ma-
IIEHTOB 3ab0IeBaHNe MaHU(DECTUPOBATIO HA TIEP-
BOM — BTOPOM JIECSITUJIETUN KU3HU, Y 6 HA TPEThEM.
OTMedeHo HapyIIIeHNE ITBETOBOTO 3PEHUS, ITPEUMY-
IIECTBEHHO 32 CUET 3eJIEHOTO M KPACHOTO TIBETOB. OT-
HOCHTETbHBIE 1 aBGCOJTIOTHBIE TIEHTPATbHbIE CKOTO-
MbI BT10J1e 3penust. OTMedeHo yMepeHHOe CHIKeH e

Tabauia 1. Pacnpenenenue (hpeHOTUIIOB CETYATKU TIOCTIE
KIMHUKO-(DYHKITHOHAIBHOTO 00CIIeI0BAHNUS

Knuanaecknit OO61ee KOIHIECTBO
JIIarHo3 0OJIBHBIX

BII 14
(ol 22
CMmenranHasi MUrMEHTHAast 2
abuorpodus
LlenTpanbHas nurMeHTHast 1
abuorpodus
LlenTpanbHas XOpuOpeTHHAIbHAS 2
OecnurMeHTHas abHOTPOGUS
CeTYaTKU TUIIA «OBIYUH T1a3»
JKenronsTHucTas LeHTpalbHasK 2
nmuctpodus B Bune 6abouku
CMelnIaHHas JKeNTOMATHUCTAs 1
abuoTpodus ceTUATKH
CwMenianHasi XOpHOpeTHHAIbHAs 1
abuorpodus
MakyauT HesICHOH 3THOJIOT Y, 2
B CTaJUHU PEMUCCUH
(BTOpHYHAS MaKyJIOAUCTPOPHS)
HOBeHUIIBHBIN PETHHOIIU3HUC 1
BCETIO: 48




«HoBble TexHonorun MUKpPOXUpyprun rna3a»

YACTOTHBIX U aMILTUTYTHBIX TOKa3aTesrel Kak ho-
TOITUYECKOH, TaK U CKOTOMTUYECKUX KOMIIOHEHTOB
IPL. Y Bcex marmeHToB GbLIO BBISIBIEHO YMEHbITIE-
HY€ TOJIIIMHBI ceTyaTKy B obmacTu hosea. [Tpu pe-
TUCTPAIN Ay TO(ITIOOPECIIEHTTNN 3aPErNCTPUPOBA-
HO CHIKeHYe (DU3HOJIOrMUecKoi ThroayToduioopec-
TIEHI MY B MAKYJISIPHOMN 00JTaCTH, C OZTHOBPEMEHHBIM
YCHJIEHUEM TTATOJIOTUYECKOM, IMETOTITel, KaK MTPaBH-
J10, (HOPMY BBITSTHYTOTO OBaJIa, MHOJKECTBEHHbIE MeJI-
KHe rutiepayToJIroopectieHTHBIE «OUarh» COOTBET-
CTBYIOITHE 0D TATTBMOCKOITYECKH BUIMMbBIM SKEJITO-
BaTO-0€JIbIM <IIsITHAM>. [T 0 Ta/IbMOCKOITHH BbI-
SIBJISITIACH JIEKOJIOPAITHS JINCKOB 3PUTETLHBIX HEPBOB
€ BUCOYHON CTOPOHBI, HE3HAUNTENTLHOE CY;KEHE ap-
TepUii, He3HAYMTeTbHAS JiehopMarivist MaKyJITPHO-
r0 1 (hoBeasrbHOTO pehIeKCOB, MaKyJia 11ocKas, ho-
Bea 110X0 M epeHITMPOBaAIACE, «METATIUECKUT
G1eCK>, iepepacIpe/iesieHIe MATMEHTa, GeJTble Ut
JKeJIToBaTo-0eIble TryOOKKe 16K ThI TMTMEHTHOTO
ATATETHS 33/THETO MOJTIOCA — TAK HA3bIBAEMBIE «TISIT-
Hay, pasmyaroniyecs o ¢hopMme, pasMepy, Hermpo3-
pavHOCTH, TIOTHOCTH [ 1, 6].

YV 14 13 22 naneHToB ¢ KIIMHUYECKUM JIUarHo-
3oM DyHryc DusiBUMAKYJISTYC ObLI OOHADPYKEHBI
GoJIe3Hb-aCCOIMUPOBaHHbIe MyTalu reda ABCA4.

2-M TarenTaM oCTaBJIeH TUATHO3 CMETIaH-
HOI MUTMeHTHOI abnoTpoduu ceTyatku (puc. 3,
[[BeTHas BKJIa/Ka ). 3abojieBaHe MaHU(eCTUPO-
BAJIO Ha IEPBOM JIECSI TUJIETUY JKU3HU B OOOUX CJIy-
yagx. HapyiiieHue 11BeTOBOTO 3peHNsT, OTHOCUTE b=
Hast IeHTPAJIbHAST CKOTOMA B T0JIe 3peHusT. YMe-
pEHHOe CHIKEeHNEe YaCTOTHBIX U aMILIATY/IHBIX
nokasareseii horormdeckoit IPI Ha hone 3HauM-
TeJIbHOTO CHIZKEHU 1ToKa3aTesiell CKOTOITNYeCKON
IPI. Bbuio BBISIBJIEHO yMEpEHHOE YMEHbIIICHUE
TOJIIMHBI CETYATKH B 00s1acTH (DOBEa, UCTOHUYEHHUE
(boroperienrTOpHOTO CJI0SI Ha CPejiHEel 1 KpaitHei
nepudepun. [Ipr opTaabMOCKOITIH BBISBIISIACH
JIETKAs JIEKOJIOPAITUST INCKOB 3PUTETHHBIX HEPBOB,
yMepeHHOe cyskeHune Kaanbpa cocynoB. OtcyT-
CTBUE MaKYJISIPHBIX 11 (hoBeasTbHBIX pehIeKCOB, He-
nuddepennmpoBantast obsactb osea. [lepepac-
npesiesieHie murMenTa B obsmactu hosea. Ha cpe-
Hell 1 KpaiiHeil mepugepun «paspsiKeHnes CJIosI

Cnucoxk mrepartypsr:

PI1D, MHOKECTBEHHDIE MEJIKAE «KOCTHBIE TEJIbIAY.

Y 060X ManeHToB ¢ KINHITIECKUM JAUArHO-
30M «CMeIaHHast TUTMeHTHAS a0HOTPOb U ceT-
yaTKu» ObLIN 0OHAPYKEHBI O0JIE3Hb-aCCOIUUPO-
BaHHbIe MyTaru reHa ABCA4.

14-Tn nareHTaM 1ocJIe MPOBeIEH ST TIOJTHOTO
KOMILTEKCA BBIIIIEYKA3AHHBIX HCCIIIOBAHNI ObLITN
MIOCTaBJICHBI INATHO3BL: IIEHTPATbHAS TUTMEHTHAS
abrorpodust (n=1), IIeHTpaIbHas XOPUOPETHHAITH-
Hast OecTiUTMeHTHasT aGUOTPOMUST CETIATKH TUTIA
«ObIunii r71az» (N=2), JKeJITOIS THUCTAS [IEHTPATb-
Hast ucTpodus B Bujie 6abouxu (n=2), CMelaHHas
JKesITonsATHUCTast abuorpodust ceryatku (n=1),
CMeIIanHasi XOpropeTnHaIbias abnotTpodust
(n=1), MakymmT HeICHOI STHOIOTUH, B CTaTUH Pe-
mMuccun (BTopuuHasi Makyioauctpodus) (n=2),
OBEHUJIbHBIN peTuHommm3nc (n=1).

3akmouenue:

1. KoMIiekcHbIH KTUHUKO-(DYHKITHOHAIb-
HBII U MOJIEKYJIIPHO-TEHETHUECKUT TTO/IXO]T K JIN-
argoctuke/nuddepeHnaTbHON AMAarHOCTUKE
abroTpo(Uil CeTYATKU MO3BOJISIET OTPE/ETUTh
ATHOJIOTUIO TIATOJIOTMYECKOTO TTPOTIECCa, aIeKBaT-
HO OIIEHUTH YPOBEHD U CTETIEHD TSKECTH TIOBPEK-
JICHIH CeTYaTK.

2. Huskwmii (29,2% ) pOIeHT MOITBEPKAEHHO-
T'O IMarHO3a IIEHTPAIBHON aGHOTPOGHHU CEeTIATKI
tun [[ltaprapAr AUKTyeT HeOOXOMMOCTD TITHPO-
KOI'0 BHE/IPEHMSI B TPAKTUKY BCETO HEOOXOMMOTO
JIMAaTHOCTHYECKOTO 0OOPY/IOBAHMST U PACXOIHBIX
MAaTepuaJIOB JIJisT BO3BMOXKHOCTH ITPOBEIEHNST CBOEB-
PeMEHHO IMarHOCTUKY, HA3HAYEHUST DAHHETO aJIeK-
BaTHOTO JIeYeHWUs, OTpPe/leJIeHNs] TEHETUYECKOTO
MIPOTHO3a B OTSITOIIEHHBIX CEMbSIX, TPOBE/ICHN TIpe-
HaTAJIbHON IUArHOCTUKH y TIJI0/Ia HA PAHHUX CPO-
Kax 6ePEMEHHOCTH, C I1EJIbIO BBISIBJIEHNSI HOCHTEJb-
CTBa MyTaIHii B 00JIe3HB-aCCOIMUPOBAHHBIX T€HAX.

3. Hakorwiernie 6a3bl TaHHBIX 00 0COOEHHOCTSIX
CIIEKTPA MYTAIMiA TIPH PA3INYHBIX aOUOTPO(HUsX
ceruaTku B Poccntiickoit Dezepaliyy o3BOJUT yC-
TAHOBUTD (DEHO — TEHOTUTTUYECKIE KOPPEJISIINT 1
HPUCTYIHTH K Pa3paboTKe STHONATOreHEHTIHYECKOM
BUPYC-BEKTOPHOW UJIM TAPTETHOHN TEPATTHH.
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CLINICAL AND MOLECULAR GENETIC CHARACTERISTICS OF CENTRAL HEREDITARY RETINAL DIS-
EASE IN RUSSIAN FEDERATION

Clinical, functional and molecular genetic approach in diagnostic/differential diagnostic of hereditary retinal
disease allow to define an etiology of pathological process and the level of damage of the retina, to understand
how severe the retinal destroys are, that important for science and practice.
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