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Lenb: onvcaTb KNMHWYECKWI chy4ai OKyno-geHTo-gurutansHon gucnnasuv (OO00) ¢ mytauven B rene GJAT. Metopbl. B crtaTtbe
onucaH KnvHndeckuin cnydan OO0 (#164200, OMIM) ¢ mytaupein B reHe GJAT (OMIM 121014) y nauveHTa ¢ »anobamu Ha Ha-
pyLLEHME 3peHnA B TeMHOTe. [ToM1MMo CTaHAapTHOrO odiTansMonornieckoro obcnefosaHna 1 hoTOPerncTpaLyn rnasHoro gHa, nposo-
AUNK CTaTUHECHKYI0 KOMMBIOTEPHYIO NEPUMETPUIO, cnexTpanbHyto OHT, ayTodinioopecLeHUmio rasHoro gHa 1 anexTpotun3nonornyecKre
1ccnefoBaHuA: 3puUTenbHbIE Bbi3BaHHbLIE MOTEHLUMAanb! 1 anexTpopeTvHorpadmio (3PN no ctaHpaptam ISCEV, marynapHhyto 3P (M3PT).
MaupeHT Bbin HOHCYNLETVPOBAH Y reHeTKa-odTansmonora. [pu KAMHUHO-MONERYNAPHO-TeHeTYecKoM 06cnenoBaHnM UCMONbL30BaHbI
reHeanornyecKne, KNMHWYECHWE, MOMNEKYNAPHO-TEHETUYECHVE (CEHBEHVPOBAHME MOCEOHEro MOKOMEHWA, MPAMOE CEHBEHVPOBaHWE
no CaHrepy) u ctatuctnyieckve metofbl. Peaynbratel. [NauveHT . 571 roga obpatuncA c ranobamu Ha NPOrpeccupyioLLEE CHUMHKEHNE
3peHuA, cnyxa n 06oHAHWA. CHUMeHWe 3peHnA codeTanock C HUKTanonven. V13 aHamHesa nssecTHo, 4To B 48 neT gnarHocTvpoBaHa
rnayKoma 2A. OcTpoTa 3peHVA ¢ MaKcumarnbHon KoppeKuyeid coctasuna OU 1,0, BeiABNeHbl nepudepryeckie gedeRTsl nonen 3apeHns
Ha obowux rnasax. BeicoKas ocTpoTa 3peHua u HopmanebHaa M3PIT KoppenvpoBana ¢ CoxpaHHOW CTPYKTYPO# CETYaTHN MpW ONTUHECHKON
HorepeHTHoW Tomorpadum (OKT) B doBea. OBHapyHeHO yMeHbLLEHWE TOMNLLMHLI COA HEPBHLIX BOMOKOH ceTyaTHu (CHBC) B BMco4HOM
nonoBvHe Ha 0Bowvx rnmasax U NorpaHV4YHOE COCTOAHKE B HA3aNbHOM W HUHHEHa3anbHOM CerMeHTe Ha NMpaBOM rnasy, a TaHHe B HOCO-
BOV MOnoBMHe Ha nesoM. Busyanuasunposanack rnyborxan aKcKaBauvA Ha obowvx rnasax. Beiasnexsl HopmansHaa M3PI n geycTopoHHee
CHVIM{EHWE aMMIMTYAbl CKOTOMWYECKON 1 MaKcumaneHoi 3Pl Ha oboux rnasax, 4To KOPPENVPOBAN0 C HUKTANOMNVEN, & TaKHE YMeHbLLe-
Hve amnnuTyabl droTonnyecKon 3PIT, 4To yHasbiBano Ha CHUHKeHWe yHKUMY Konbo4YHoBOM cMCTEMBI CeTHaTHM. [1py 0cMOTpe reHeTnHa
BbIABMEHbI XapaKTEePHbIE YePTbl NMLA: ManeHbKUA HOC C rMnonnasuneit KpbiNbeB HOCa, Pa3BEPHYTHIMM HO3APAMM U LLIMPOHOA NepeHocu-
Lier, NceBAorynoOTENOPU3M, Ha MPaBoi YLUHOW PaKOBUHE — 2 aHTWMHKO3EeNHa, U3MEHEHWA NanbLEeB BEPXHUX HKOHEYHOCTEN BCNeacTBMe
onepupoBaHHo cuHgakTunum IV 1 V Ha doHe BpaxmpaKTunum Bcex nanbLeB, Ha Horax ¢ AByx CTOPoH — cuHpakTunmvA -V, B TedeHne
10 net oTmevaeTcA HapyLueHne oboHAHWA. MNpu nceneposaHvn OHH y npobaHpa npu npAMoM cexBeHvpoBaHuy no CaHrepy Bcex aK3o-
HoB 1-2 1 obnacTei aK30H-MHTPOHHbLIX CoeavHeHun reHa GJA 1 B aK30He 2 obHapyreH naTtoreHHbI BapuaHT ¢.412G>A (p.Gly138Ser)
B reTeposnroTHoM cocTtoAaHun. C y4eToM reHeanorn4ecHyx AaHHbIX YCTaHOBIIEH ayTOCOMHO-A0MVHAHTHBIA TN 3abonesaHnA. 3aKknioye-
Hue. [py cMHOpOME OHyNO-AeHTO-AUIUTaNbLHON AUCNNasuy Hamy BrepBbIE OMMcaHa Nano4HoBo-Konbo4KoBas AMCTPodmA.

HKnioueBble cnoBa: oryno-geHTo-gurutaneHaA gucnnasua, GJAT, OHH-puarHocTuKa, anexkTpopeTvHorpadusa, spuTenbHble Bbl-
3BaHHble noTeHumansl, OHT
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ABSTRACT Ophthalmology in Russia. 2021;18(1):157-164

The purpose: to describe clinical cases of oculodental-digital dysplasia (ODDD, OMIM #164200) with mutation in GJA71 (OMIM
121014) with molecular genetic verification of the diagnosis. Methods. The article describes the clinical case of oculodental-digital
dysplasia in a 51 years old patient. Patient underwent full ophthalmic examination including autorefractometry, visual acuity testing
with full correction, tonometry, biomicroscopy, fundus examination and photo as well as Kinetic perimetry, autofluorescence and opti-
cal coherence tomography (OCT) of macula and optic disk were performed. Electrophysiological examination included Visual Evoked
Potentials (VEP) to flash and pattern stimulation, ISCEV standard electroretinograms (ERG) and macular ERG. For the verification of
the diagnosis and pathologic gene molecular genetic examination was performed with family anamnesis previously attained. Results.
The patient was complaining the deterioration of vision, hearing loss and the sense of smell. Visual deterioration was associated
with nyctalopia. Natural history revealed glaucoma 2a which was diagnosed when he was 48 years old. Best corrected visual acuity
was 1,0. Peripheral visual field defects were revealed bilaterally. High visual acuity correlated with normal foveal structure on OCTs
the retinal nerve fiber layer (RNFL) was thinner than normal in temporal half; deep excavation was visualized in both eyes. Normal
MERG and bilateral decrease of scotopic, maximal full-field ERG was recorded which correlated with nyctalopia, as well as subnormal
photopic responses indicating cone system involvement. The genetics revealed characteristic features of the face: a small nose with
hypoplasia of the wings of the nose, unfolded nostrils and a wide bridge of the nose (pseudohypertelorism). On right-wing the ear sink
was detected 2 antitraguses. Changes fingers upper extremities — operated syndactyly IV and V on the background of brachydactyly
of the fingers. On the legs on both sides — syndactyly llI-IV. 10 years the sense of smell has been dereriorated. In the study of DNA in
proband in direct Sanger sequencing of all exons 1-2 and regions of exon-intron compounds of gene GJA 7, was found the pathogenic
variant in second exon c¢.412G>A (p.Gly138Ser) in heterozygous state. Was established autosomal dominant type of disease. Conclu-
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sion. \We are the first to describe rod-cone dystrophy in oculodental-digital dysplasia.
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OkynofeHTOAUTUTANbHAAL IOUCTIIA3Us (cunzpom
Meitep — llIBukkepara — Beitepca, OMIM #164200) — Ha-
CIefiCTBEHHOE 3a0o0jIeBaHNUe, XapaKTepU3yIolleecs TUIINY-
HBIM CTPOEHUEM INIA U Pa3INIHON CTeIIeHN U3MEeHeHNAMNI
I71a3, 3y60B U MaJIbLEB C MIPEeUMYLeCTBeHHBIM ayTOCOMHO-
OOMIUHAHTHBIM HacjlefoBaHUEeM. XapaKTepHBIMU YepTaMMu
NI SABIAIOTCA HOC C Y3KOJ CIIMHKOIL U C/IeTKa BHIBEPHY THI-
MU KpBUIbSMY Ha (OHe X HeOPa3BUTHA (aHTeBepCUPOBaH-
Hble HO3[IPY) B COYETAHVM C IIVPOKOJT IIepeHOCHIIell, BBIpa-
>KEHHBIMU CK/TaJIKaMM STIMKAHTa, B KOMIUIEKCE CO3IA0IIVIMU
BIleYaT/IeHNue Truneprenopusma. 3y6nl ObIBal0T 0OBIYHO Ma-
JIeHPKUMI B pasMepax ¢ JUCIUIa3ueil 3yOHOI 9Manu 1 Io-
paxeHbl kapuecoM. OCHOBHBIMM MOPOKAMU Pa3BUTHA I/1a3
SIBJISIIOTCS. MMKPOQTaNIbMUs, MUKPOKOPHea, I3MEHEH U CeT-
varku [1]. XapakTepHbIM HOPOKOM Pa3BUTHUS MTA/IbLIEB SIBTIS-
ercsa monHasa cuHmakTwma IV u V nanbieB (CMHOAKTUINS
III tuma). BoBneuenue III manpua u KaMogaktuans (CocTo-
siHUe, TIPU KOTOPOM OfMH M 6Gojiee Iajel] HaXOZUTCS B CO-
THYTOM COCTOSIHMM) TaK)XXe BBLAB/ISIOTCS JOBONBHO YacToO

[2]. V HeKOTOpBIX HALMEHTOB OIMCAaHa HEBPOIOrMYecKas
maronmorus [3, 4] u numdoctas [5].

AyTOCOMHO-JOMMHAHTHAsI  OKY/IO-JJ€HTO-AUTUTaIbHAS
pucmrasua (OO]]) cBsA3aHa C TeTepO3SUTOTHBIMU MYTalV-
sIMM B reHe KOHHeKcnH-43 (GJA1; OMIM*121014), pacmona-
raroleMcs Ha xpomocome 6q22.31 [6-10].

KIMUHUYECKUW CNYYAN

[Mament I1. 51 roga o6paTuiics ¢ xxamob6amu Ha Iporpec-
CHpyIoliee CHIDKEHIe 3peHst, CIyXa 1 060HsHs1. CHIDKeHne
3peHMsI COYEeTAIOCh C HUKTaIonuell. V3 aHaMHe3a 13BeCTHO,
41O B 48 JIeT [MarHOCTUpPOBaHa I/IayKoMa 2A, Ha3HadeH pe-
XKMM — JIATaHONIPOCT 11 GpuMoHuAnH. [lanuent o6cnenoBan
HEBPOJ/IOTOM, TIPOBeJieHa MarHUTHO-PEe30HAHCHAS TOMOIpa-
$ust TONOBHOTO MO3ra, IO pe3yabTaTaM KOTOPOil HaHHbBIX
3a 0O'bEMHBIIT TIPOLIECC VI 0YATOBBIX M3MEHEHMII He BBIsBIIE-
Ho. PexomeHpioBaHO 06¢cefoBanme y opTanpmMonora.

Ilpn odrampMoOmOrNyeckoM OOCIENOBAHNM BBLIBIIE-
HO: y3Kue ImasHble mienu (mceBpobrnedapodumos), octpo-
Ta 3peHNMs C MaKCHMaJIbHO BO3MOXKHON KOppeKIjueil
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Puc. 1. MoTtorpadvA rmasHoro gHa: bnegHele [3H ¢ pacluvpeHHoi aKcKaBauven 6es gpyrvix nameHeHun

Fig 1. Fundus photo: pale optic disk with otherwise no other signs

cocrasiana 1,0. Ilepeguuit oTpe3ok I71asa — BapuaHT BO3-
pactHOit HOpMbL. Ilpy odrasbMOCKOIMM: ABYCTOPOHHUE
npusHaky arpoduu Aucka spurenbHoro Hepsa ([J3H) (6e-
JIOTO 1BETa C IVPOKON U rny601<0171 KpaeBoI1 9KCKaBalmen),
XOJ, 1 Ka/mOp COCYZ0B B HOPMe, OYaroBbIX M3MEeHEHUIT [71a3-

HBIX JOHbEB He BBIABJIEHO (puc. 1).

Ilo maHHBIM ONTMYECKOV KOT€pEeHTHOM
tomorpaduu (OKT) makyssipHoit obmactu
M3MEHEHNUsI He BbIABJIEHBI, TOJIMHA CEeT-
yaTky B mpepnenax Hopmel. Ha OKT [3H
06HAPYXEHO yMEHBIIEHE TO/IIMHbL CIIOsI
HepBHbIX Bo/oKoH cetdatku (CHBC) B Bu-
COYHOIT MOJIOBMHE Ha 000MX I/Ia3ax U II0-
IPaHNYHOE COCTOSIHME B Ha3a/IbHOM M HIDK-
HeHa3a/IbHOM CeTMeHTe Ha IPaBOM ITIa3y
" B HOCOBOIJI ITOJIOBMHE Ha J1eBoM (puc. 2).
BusyanmsupoBamach rmy6oKasi 9KCKaBarpist
JI3H na oboux rmasax (puc. 3), ayrodyioo-
PpecrieHINsI I/Ia3HOrO JHA — HOpMa.

IIpy KOMIIBIOTEPHOM CTaTUYECKOMN Ile-
PUMETPUI BBISBJIEHbI BBbINAJEHNs II0JIei
3peHMA C JABYX CTOPOH Ha Iepudepnn:
CBEpPXY, Ha3a/IbHO M CHU3Y.

ANEKTPO®U3NONOr MMECKUE
UCCNEOOBAHUA

3puTenbHble BbISBAaHHBIE IIOTEHIMA-
1l (3BII) perncTpupoBannch Ha MaTTepH
u Bcnpiky. 3BIT Ha BCnblKy 6b5U1M HOP-
MajIbHOJ KOH(UIYpalMy CO CHIDKEHHOI
amInTynoi kommnonexta P2 (OD 8,8 MxB,
OS 7,8 MxB mipu HopMme >10 MkB), uT0 CBU-
JEeTeNbCTBOBAIO O BO3MOXHBIX VISMEHEHM-
AX B 3PUTENbHBIX IYTAX BCIEACTBUE ITIA-
yKOoMBI. JlaTeHTHOCTb OblTa B IIpefenax
HOPMBI, HO aCMMMETPMYHA, COCTaBJIAA
97 Mmc Ha nnpaBoM u 104 Mc Ha JIeBOM I7asy
(nopma 90-120 mc).

B 3BIl ma maTTepH BBIEIANUCH BCE KOMIIOHEHTEI,
aMIUIUTyfja KoMIIoHeHTa P100 Oblna cHuDKeHa Ha 06OMX
I7la3ax Ha Bce pa3Mepnl narrepHa (15,30 u 60 yri. rpapy-
COB), YTO TaKKe YKa3bIBaJl0o Ha BO3MOXKHBbIE M3MEHEHUA
B 3pUTENbHDBIX IIYTAX BCAEACTBME I'TTAYKOMBI. OTMeuanach
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Puc. 2. VctoH4erve CHBC B B1co4YHbIX nonosmHax O3H

Fig. 2. Retinal Nerve Fiber Layer thinning in temporal halves of the optic disk
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acUMMeTpMs JMaTeHTHOCTU KommoHeHTa P100: Ha OD na-
TEHTHOCTb ObllTa Ha BepXHell TpaHNIle HOPMBI M COCTa-
Bwia 118-120 MC B 3aBUCHMMOCTM OT pasMepa IATTEPHA,
Ha OS 6buta ygnuHeHa o 138-140 Mc Taxxe B 3aBUCK-
MOCTM OT pa3Mepa IIaTTepHa, YTO yKa3blBaJo Ha Oobliee
3aMefilleHNe BO3OYXXIeHMA 1O 3puTenbHbIM mmyTam OS,
yT0 Koppenuposaio ¢ ganabiMu OKT JI3H (puc. 4).

Puc. 4. 3putenbHble BbI3BaHHbIE MNOTEHLUMANbI,
NaTEHTHOCTU W CHUMHEHWE amnnuTyael Nnnka P100

AEMOHCTpUpyKOLLInE  yaonuHeHwe

Fig. 4. Visual evoked potentials demonstrating prolonged latency and reduced amplitude
of P100 peak
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Puc. 5. 3Pl no ctaHpgapTam ISCEV: ckoTonuyeckaa 3PIT, makcumansHaa 3PN (konboyKoBo-
Nnano4yKoBbIA OTBET) U OCLMNIATOPHbLIE NOTEHLMArbI

Fig. 5. ISCEV standard ERG: scotopic ERG, cone-rod response and oscillatory potentials
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ONeKTpOpeTMHOTPaMMa PerUCTPUPOBATIACH 110 CTaH/ap-
TaM MeXIyHapofHOro 06IiecTBa KIMHUYECKOiT $13Mono-
ruu 3perns (ISCEV). BblsB/IeHO IBYCTOpOHHEe CHIDKEHMUE
aMIUTUTYABI B-BOHBI ckoTommdeckoit P Ha 060ux rnasax,
YTO CBUJETENbCTBOBANO O CHYDKEHMM (YHKLMY ITaTOYKO-
BOJI CMCTeMBI CETYATKY ¥ KOPPEeMPOBAIO C Xano6oif Ha Ha-
pyllleHue 3peHMs B TeMHOTe (HUKTalommel). AMIUINTYAA

a- u B-BonHbl MakcuManbHOil DPI' Obita
CHIDKEHa Ha 0o0OMX I7Ia3aX, JaTeHTHOCTD
a-BOJIHBI OblIa yamHeHa (puc. 5). [laHHbIe
nsMmeHenusa OPI orpaxanu cHuKeHMe
GYHKIMM Hapy>KHBIX UM CPeJHUX CIIOeB
nepudepudeckoit cerdarku. OTMedanoch
TaKKe CHIDKeHMe MHpjekca {/a, cocTas-
nssuero Ha OD 1,3, va OS 1,37 (Hopma
1,5-2,6). VImeno MecTo ymiuMHeHue na-
TEHTHOCTM OCLWUIATOPHBIX IIOTeHIMa-
n0B. AMmmutysa a- un P-doTommyeckoin
OPI' 6bUta CHIMDKEHA, 4YTO YKasbIBa/IO
Ha HapylleHyMe QYHKIUM Hapy>KHBIX
U CPelHUX CI0eB KOTOOYKOBOI CHCTEMBI
CeTYaTKM. AMIIIMTYla BBICOKOYACTOT-
HoJl putMumdeckoit OPI' Obla Ha HIDKHeN
rpaHuiie HOpMBI (puc. 6). Ha ocHoBaHuM
9NeKTPOPU3NONTOTUYECKUX JAHHBIX, U3-
MEHEHUI ToJeil 3peHusa M KIMHUYeCKMX
MPU3HAKOB HaMM ObII yCTaHOBJIEH IMAarHO3
MaJIOYKOBO-KOMTOOYKOBOI JUCTPOPUIL.

[ManuenT 6bi1 HampasneH B GIBHY
«MenMKO-TeHeTMYeCKMiI Hay4HBI LeHTP
uMenun akagemuka H.II. bBoukoBa»
Ha KOHCY/IBTAIIMI0 TeHeTHKa-0(TanbMo-
JIoTa ¢ pelleHyeM BOIIpOca 0 BO3MOXKHOI
MOJIEKYIAPHO-TeHeTUIEeCKON /IMarHOCTH-
Ke. ITo TaHHBIM TeHea/lOrMYeCcKOro aHaM-
Hesa YCTaHOBJIEHO, YTO y NMpobaHyia uMe-
eTCA CBbIH, KOTOPbII MMeeT MAEeHTUYHbIE
(dbeHOTUNIMYECKNE TIPUSHAKM, B TOM YNCIIe
CYHJAKTU/IMIO TIa/lblieB BepXHe!l KOHed-
HOCTHM, OJHaKO 00C/IejoBaTbCs OH B Ha-
CTosIlee BpeMs OTKa3bIBaeTCs.

ITpu BHeIHeM ocMOTpe MpobaH/ia BbI-
ABJIEHBl XapaKTepHble 4epThl JMIlA: Ma-
JIEHbKMIT HOC C TUIIOIUIasueil KpbIIbeB
HOCa, pa3BepHYTHIMM HO3JPAMM U IIUPO-
KOii TIepeHOCHIIell, IICEeB/IOTUIOTEN0PU3M
(puc. 7). Ha npaBoii yurHoit pakoByHe 00-
Hapy’>keHO 2 aHTMKo3eNKa (puc. 8).

Ha HIOKHUX KOHEYHOCTSAX C JBYX CTO-
pon — cunpgaktumua III-IV. B Teuenme
10 yeT oTMedaeTcsA HapylleHe OOOHIHMA.
ITo COBOKYIHOCTM JaHHBIX O(TaTbMOIIO-
TMYeCKOT0, MHCTPYMEHTAIbHOIO M IIpO-
HefieBTUYECKOro  00C/eioBaHusA, IONy-
YEeHHBIX TIpY 06C/IENOBAaHNY CIIEIMaTICTa-
MU pasHbIX npo¢ueil (odTanbMomOros

WU.B. 3onbHuKoBa, B.B. Kagbiwes, A.B. MapaxoHos, C.U. Kyues, P.A. 3uH4yeHKoO

160

HoHTakTtHaA nHdopmaumA: 3onbHKoBa VIHHa BnagumuposHa innzolnikova@hotmail.com

AyTOCOMHO-AOMWHAHTHAA OKYNO-AEHTO-AUrUTaNnbHaA aucnnasua ¢ mytayven B reHe GJAT1. Knunnyeckum cnyyan



Odransmonorua/Ophthalmology in Russia 2021;18(1):157-164

RETIport Moscow t i of Eye Di
Str. Sadovaya-Chernogriazskaya 14/19
Patient: —_ N o Electrode: HK-Loop
Examined: 3/6/2019 12:29:52 AM Sex/Age:  male/52 Pupil Size: dil.
foudeonss ID: Operator:
Diagnosis:

Scotople 001 ERG (GF)

T TR

e oo ssowns
prstest = b=y
ooy T ety
=) H awn

Scotople 30 ERG (6F)
e T TR

3
)
nz s 1ssuvsa sty 150280
pretest i) i) pres ey I
ooy 50 s o o o
1683 it a3 p) it et
Scotople 30 Osc POt ERG (GF)
E e o

e 2

"’“‘\At\"’W Ll ¢7\"" | | N

et pomal o052
ooy Sei S
202 i Toaw

Puc. 5. 3Pl no ctaHpgapTtam ISCEV: croTonuyeckana 3PN, makcumaneHaA 3PN (Konbo4KoBO-NanoyKoBbIi 0TBET) U OCLMNNATOPHbIE NOTEHLManb!

Fig. 5. ISCEV standard ERG: scotopic ERG, cone-rod response and oscillatory potentials
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Puc. 6. 3Pl no craHpgapTam ISCEV: doTonnyeckaa 3Pl 1 Beicoko4acToTHas putMmudeckas 3PI Ha 30 'y,
Fig. 6. ISCEV standard ERG: photopic ERG and 30-Hz flicker
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Puc. 7. Brewnwnin Bug nauventa ¢ 0000
Fig. 7. Appearance of the patient with ODDD
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A

Puc. 8. [JononHutenbHble aHTUKO3EMKN Ha NPaBoM yxe
Fig. 8. Additional antitragus on the right ear

p—

Puc. 9. XapakTtepHaa manbcopmauma kuetun pyK Il Tuna (cpawenna IV ¢ V nanbuamu KUCTKW), pasaeneHHan XMpyprivyecHu

Fig. 9. Characteristic digital malformation of the Ill type (complete syndactyly of the fourth and fifth fingers) separated surgically

Y T€HeTVKOB), HALIMEHTY YCTAaHOBJIEH IMaTrHO3 OKY/IO-IeHTO-
OMIUTANbHON MAUCIIA3sUY, IPOBeNeHa MONEKY/IApHO-TeHe-
THYecKast fuarHoctuka (puc. 9).

ITpu uccnegosannu JTHK y npobanga mpu ceKBeHUpo-
BAHMM IIOC/IETHErO MOKONEHNUA C MOCTENYIOMMM IIPAMbBIM
cekBeHMpoBaHueM 110 CaHrepy Bcex 9K30HOB 1-2 u o6rma-
CTell 9K30H-MHTPOHHBIX coeilHeHn I reHa GJA1 B 3k30He 2
o6Hapy>KeH [aToreHHblit BapuaHT ¢.412G>A (p.Gly138Ser)
B IreTepO3UrOTHOM cocTosiHMu. Takum 06pasoM, yCTaHOB-

JIEHHDBIVI KIMHUYECKUI JUAarHO3 TOATBEPKIEH MOIEKYIAP-
HO-TeHeTH4ecKuMu MeTofamu. C y4eToM reHeaTorndecKmnx
JaHHBIX YCTAHOB/IEH ayTOCOMHO-OMUHAHTHBII TUII 3260-
JIeBaHUA.

Paznekas u coaBT. [9] mpoaHamM3MpoBany reH KOHHEK-
cuHa-43 (GJA1; 121014) u 06HapyXMIN MyTaLMu BO BCexX
17 06cmemoBaHHbIX CEMbIX.

Sta Xe TPyIIa aBTOPOB OMMcana 18 HOBBIX MyTaluii
B reHe GJAI u3 28 maumentoB ¢ OJJIT u cmemama 0630p
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62 M3BeCTHBIX MyTauuit B reHe GJAI, 0606umMIa JaHHBIE
0 ¢eHotumax 177 manmeHTOB M3 54 TeHOTUNMPOBAHHBIX
cemert [10]. ITo ux maHHBIM XapaKTepHbIE YEPTHI UIA 00-
Hapy>XeHbl B 92 % ceMeil ¢ MU3SMEHEHMAMM OpraHa 3pPeHud,
3y60B 1 mainblieB B 68, 70 1 80 % ceMeil COOTBETCTBEHHO,
Py 9TOM B 78 % 113 9TMX ceMeit 0OHAPY>KUBA/IICh ITPUSHAKI
6onee ABYX U3 9TUX Kareropuii. HeBponormyeckue mposs-
neHus o6HapyxeHsl B 30 % ceMeit, moreps cnyxa — y 26 %,
HEJOCTATOYHBIN POCT BOTOC — B 26 %. ABTOpPBHI OTMETH-
7n Bapuabe/bHOCTb (DEHOTUINYECKUX IMPOSIBICHUIT HaKe
Y 4Y7IEHOB CEMbM C OHOM U TOVI K€ MYTalMell, 4TO IO3BO-
JINTIO MM YTBEP>KAATh, YTO TeHO-PEeHOTUIINYECKIEe KOppeTls-
LU TIPY 9TOM 3a60/IeBaHNMM 3aTPYSHEHDI, YTO 0OBSCHETCA
K/IMHUYECKNM TTOIUMOPPU3MOM.

ITommmo OIIJ, myraumm B reHe GJAI obOHapyxe-
HBl TIpM aTPMOBEHTPUKYIAPHOM [edekTe IeperopomKm
(OMIM:600309) [11], ayTOCOMHO-pelleCCMBHOM KpaHMUO-
MeTtadusapHoit gucttasuu (OMIM:218400), [12], ayTocom-
HO-JJOMVHAHTHOI 3putpokeparogepmuy (OMIM:617525)
[13], ayTOCOMHO-TOMMHAHTHOJ IATbMOIUIAHTAPHON Ke-
paromepmuu ¢ BpoxjeHHoi amnonenueit (OMIM:104100)
[14, 15] n ayTocoMHO-gOMMHAHTHON cyHpakTwimy 11 Tuna
(OMIM:186100) [16].

KonHekcuH 43 BXOIUT B CeMeNCTBO KOHHeKCHHOB (CXxs),
KOTOpbIE ABJIAIOTCA KOMIIOHEHTaMM IIeTeBbIX KOHTAaKTOB,
00pasyomyx MeXKIeTOYHbIe KaHaIbl U 00eCIedyBaoIX
muddysno HUSKOMOTEKY/ISIPHBIX CONVHEHUIT MEXAY CO-
cegauMu Knerkamu. Cx43 HDPUCYTCTBYeT B Tejle 4e/lOBeKa
BO MHOTMX OpraHax ¥ TKaHsx (4ut. mo [4]).

[TarmenTsr ¢ OJI]I, Kak U MaIMeHT U3 HAIIIETO KIMHIYe-
CKOTo TpuMepa, 60/IbHBI I1aykoMoir [17, 18]. YTo6s! mOHATH
CBSI3b MEXAY MyTanusAMu B GJA1 v T71ayKOMOI! y TTaI[MeHTOB
c OO, Tsui u coaBT. [19] uccnenoBany rma3Hble MpOsBIIe-
Hus Gjal(Jrt/+) y mpiireit c myranueii Cx43 G60S. CHibkeHue
ypoBHst 6enka Cx43 protein 6510 3aMe4eHO BO BCEX TKAHIX
I71a3a MYTAaHTHBIX MBIIIEN Ha 1-il [leHb IOC/e POXKAEHUA.
Vmmynodmoopecuennys Cx43 B LMAMApHOM Tele My-
TAHTHBIX MbIleil 6bi1a AudysHO M BHYTPUKIETOTHON,
B OT/INYME OT OIsAIIIeK 111e/IEBOrO KOHTAKTA, IIPe0b/IafaroInx
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B «JVIKOM» TUIle Mbllleii. BHyTpurnasoe pasnenue (BIT)
Yy MYTaHTHBIX MBbIIlIe}l MEHAIOCh B IOCTHATaIbHOM Ilepuofe
¢ pocroBepHo 6omee HuskuM BIJl Ha 21-i1 Hefene O cpas-
HEHMIO CO 3[0pPOBBIMM MblllaMu. Mukpodranbmus, 3HO-
¢rampMuys, 3aKpbITHe YITIA HepefHell KaMephbl U YMeHblIle-
HUe AyaMeTpa 3padKa MMeIM MeCTO Y MyTaHTHBIX MBIIIEN
BCceX BO3pacToB. IIpM TUCTOMOIMYECKOM MCCIENOBAHUA
TKaHell I7Ta3a BBbIABJIEHbI 3HAYMTE/NIbHbIE Pas3NMuUs MEXTY
IMUTMEHTHBIM M HENUIMEHTHBIM SIUTeINeM LMINapHOTO
Tella MYTaHTHBIX MBIIIEN, pacliell/ieHne pagyXKu 1 M3Me-
HEeHNA KO/MMYeCTBa U pacIpene/ieHns sAfep B ceTyarke. Tsui
M COABT. C[ie/ajy BBIBOJ, YTO IeTabHOEe (eHOTUIMPOBAHIE
1a3 y Mblitesi ¢ myranumeit Gjal(Jrt/+) sakmagbiBaeT OCHOBY
7151 0OBSCHEeHNST MeXaHM3MOB I1asHbIX nposiBrennit O 1T
y 4emoBeKa Ji/ist OLieHKM HOBBIX METOLOB j1edeHnus [19].

VIHTepecHO, 9TO (PeHOTUMMIECKIE IPU3HAKIY, XapaKTep-
Hble [/ IaHHOTO CUHJPOMa, TAKXe CXOXU C CUHIPOMOM
Py6unireiina — Teit6bu, npu KOTOPOM AMarHOCTUPYETCA
YMCTBEHHAsI OTCTAJIOCTb CpefHell MIu IMyOOKO! CTeIleHU
[20]. 31O moOATBepXAAeT HEOOXORMMOCTb TEeHETUUECKO
KOHCY/IbTAllNN [/Is1 BepUMKALNMY JUATHO3A U UCKTIOYeHMS
IPYTUX CUHIPOMOB.

YcraHOBNEHME 3TUONOTMM CUHJPOMAa  OKY/IO-/I€HTO-
AUTUTANBHON AMUCIUIA3UM SIBSIETCS] BOXKHBIM Ayst fuddde-
PEHIMAIbHOM OMAarHOCTMKM M IIPOTHO3a, OOOCHOBBLIBAET
MYIbTUAVCHUTIIMHAPHOCTD ¥ KOOPAMHUPOBaHHbIE YCUIUA
Bpauell pasNIMYHBIX CIIIVa/bHOCTE I/ BefleHNs MalliieH-
TOB C HEOJHO3HAYHOM K/IMHMYECKON KapTUHOIA.

SAKNIOYEHUE

ITpu cuHApOME OKY/IO-ZEeHTO-JUTUTANBHON [UCIIIA-
3MM HaMM BIIEPBble ONMCAHA MA/TIOYKOBO-KONI6OYKOBas
RucTpodu.
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