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MODERN ACTUAL QUESTIONS OF OPHTHALMOGENETICS IN UKRAINE

S. A. Rykov, E. M. Savina

SUMMARY
The article focuses on the main issues of Ophthalmogenetics (the section of Ophthalmology that studies the
hereditary eye disease). It reflects the issues of diagnosis, clinical picture, prevention, and treatment of genetically

determined eye diseases in Ukraine.

CYYACHI AKTYANbHI MUTAHHSA O®TAITIbBMOIEHETUKU B YKPAIHI

C. O. Pukos, O. M. CaBiHa

PE3IOME
CraTTs nprcBAYeHa OCHOBHUM npobrnemam odTanbMoreHeTV kM (po3ainy odTanbMonorii, Wo BUB4ae CnagkoBy
natonorito o4ei). B Hii BigobparkeHi cy4acHi nornsam Ha NUTaHHS 4iarHOCTUKM, KMiHIKK, NpodinakTukn Ta NikyBaHHs!

reHeTUYHO AeTepMiHOBaHOI naTosorii oyer B YkpaiHi.

KnroueBble cnoga: O(pTanbMOFeHeTVIKa, HacneacTBeHHasi NaTonorusa rnas, cnenora u cnabosuageHue.

Tema HacTosIIeH cTaThU OTHOCUTCA K Ipoliemam
0(pTaTBMOIOTHH U, B YACTHOCTH, K O(TaIbMOTCHETHKE.
CorracHO aHHBIM JHTEPATypHl, B HACTOAIICE BpEeMs
3apeructpuposano 5000 Hozomormyeckux (opm Hace-
CTBEHHBIX 3a0oneBanuii (o nanueiM J.M. Mac Donald,
P.M. Heney, M.A. Musarella [1] HaciencTBeHHBIX Ha-
pymenuii umeercst 10000), 5% Bcex HOBOPOXKAEHHBIX
TIOSIBIISIIOTCSI HA CBET C TEHETHYECKH 00yCIIOBICHHBIMHA
nedexramu [2]. IIpumepro y 50% nereit ¢ BpoxIeH-
HOW maTonorueil 60JIe3Hb SBISACTCS HACICICTBEHHOM.
B cpennem yacToTa BpOXIEHHBIX W HACJIEACTBEHHBIX
3abonesanuii cocrapuser 40-60 ma 1000 ponuBIIMXCS
[3]. B Ykpaune, cornacHo maHHBIM auccepranun T.M.
IToxaneBnd (2003), yactoTa BpOXKIECHHOH, B TOM YHCIIE
Y HACJIEICTBEHHOMH, TIATOIIOT UM CPEIH HOBOPOIKICHHBIX
32 1993-2001 rt. B cpexnem 28,31 ma 1000 poxIeHHBIX
JKUBBIMH [4].

CoBpeMeHHbBIE JOCTHKCHHUS MEIUIIUHCKON TeHe-
THUKU TO3BOJISIIOT NMPOTHO3UPOBATh, YTO B 0003pHMOM
Oyay1iieM BO3MOXKHO OyAeT YMEHBIITUTh YHCIIO HACe/-
CTBEHHBIX 3a00JI€BaHUI 10 TEOPETHYECKH BO3MOXK-
HOTrO ypoBHA. CornacHO MaHHBIM, npuBeaeHHBIM E.K.
T'maTepom [5], 3a mocnenune 10-15 meT MexauIMHCKAs
TeHETHKA TOCTHUINIa OOJBIINX yCIEeX0B. JlOCTHKECHUS
CBsI3aHBI ¢ Tporpammoit «I'eHoM venoBeka». Pacmmd-
pOBaHa reHeTHYEeCKasi 0CHOBa MHOTHX HACJIEICTBEHHBIX
3a0oneBaHUH, TIIaBHBIM 00pa3oM MOHOTEHHBIX. M3
OOJIBIIIOTO YHCIIa BBISBICHHBIX T€HOB (22287 TeHHBIX

JI0KycoB) mpuMepHo Jumb 11 2000 ycraHoBIEHA IPH-
YUHHAS CBS3b C MEHACTHUPYIONIEH maTtonorueil. JTuM
KOJINYECTBOM HE OTpaHWYEHA BO3MOXHOCTb MYTAaIUH,
MPUBOAIINX K HACIEACTBEHHBIM 3a0oneBaHusaM. [Ipen-
MOJOKHUTENBHO 8-10 THIC. TEHOB, MYTHPYS, MOTYT 00-
YCIIOBUTH BO3HUKHOBCHHE HACICICTBEHHBIX OONE3HEH.
JloCTUTHYTBI Ha4aIbHBIE YCIIEXHU B pa3pab0TKEe METOOB
TeHHOH Tepanuy, KOTOpbIe B NMEPCIEKTUBE CTAHYT Ca-
MBIMH 3((EeKTUBHBIMA METOAAMH JICUeHHs Oosie3Hen
YeIoBeKa.

[Ipobremam MEAUIIMHCKON TEHETHKH (INAarHOCTHKE
HACJIEICTBEHHBIX 3a00JeBaHMMi, UX MPO(HUIAKTHKE U
JICYCHUIO ) BO BCEM MHUPE MPHIACTCSI OTPOMHOE 3HAUYCHHE.
B 1974 r. 6s1ma ocHOBaHAa MexayHapomgHas cucTeMa
MOHHUTOPUHTA BPOXKACHHBIX IMOPOKOB pa3BUTHA. B
1978 r. O ouIHANBEHO yTBEPKICHAa MeXTyHapOs-
Hasl OpraHU3aLysl [10 U3YYEHUIO BPOXKICHHBIX aHOMAINI
Y MHOTOIIJIONHBIX OEPEMEHHOCTEM.

B VYkpaune B 1999-2003 rT. ocymiecTBisach memie-
Basi KOMIUIEKCHAs! IPOrpaMMa T'€HETHUECKOTO MOHHUTO-
pUHIa HaceJIeHUs, YTBepKIeHHas Yka3oM IIpe3nnenra
Yxpanns: Ne188-99 ot 04.02.1999 1., cornmacHo KOTOpOMY
OKa3bIBAETCS T€HETUYECKask IOMOIIb HACEIICHUIO YKpan-
HbI. OTHOM 13 BaXHBIX 33/1a4 3TOW NPOTPaMMBI SBJISIETCS
MIOJIrOTOBKA Bpadeil-reHeTukoB. B Ykpaune neiicrByer
CIIOXHAasl CHCTEMa MEIUKO-T€HETHYECKOW MOMOIIH.
OHa COCTOMT U3 MEXPAHOHHBIX MEJUKO-TEHETHUECKIX
KaOWHETOB, MEJIMKO-TEHETHUECKUX KOHCYIIBTAINN, Me-
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TABPUUYECKHUM MEJIUKO-BHOJOIMYECKUIA BECTHUK

KOOJACTHBIX TEHETHYECKHUX HEHTPOB. IIATh meHTpoB
OCYIIECTBIISIIOT BCE BUABI IPEHATAIbHONW THArHOCTHU-
ku. KoHCyapTaTHBHYIO M JIe4e0HO-THAarHOCTHIECKYIO
TOMOIITb OOJBHBIM C HACTEICTBEHHOW W BPOXKICHHOM
MaTOJIOTHEH I71a3 OKa3hIBAOT OeCCKUIA HHCTHUTYT I1a3-
HBIX OoJie3Hel U TkaHeBol Tepanuu uM. B.I1.dunarora,
XapbKOBCKUI IOCYJapCTBEHHBII MEIUIMHCKUI yHU-
BepcuteT, KnueBckast MEeIUITMHCKAs aKaJeMHS 10 CIIEH-
wioMHOT0 ob6pazoBanust uM. [L.JI.Iynwuka. [Ipukazom
M30O VYkpaunsl 1 AMHY onpeaenena nmoapobHas
nporpamMma «IIpo ynockoHaneHHs MeIUKO-T€HETUYHOL
noroMoru B YkpaiHi» (Ne641/84, 31.12.2003). B Tom
YHUCJe MPEAYyCMOTPEHO MOBBIMIEHNWE KBaNHU(pHUKAIIUN
Bpadeil (aKyImepoB-THHEKOJIOTOB, TIEAHATPOB, HEOHATO-
JIOTOB, 0OYTAIEMOJIOTOB, OHKOJIOTOB) TI0 BOTIPOCaM Me-
TUIMHCKOHN 1 Ta00paTOpHOM TeHETUKH B YUPEKACHUSIX
MTOCIIEAUTUIOMHOTO 00Pa30BaHHS.

CrienmanbHast TUTEPATypa, MOCBAILICHHAS 0(Tah-
MOTEHETHKE, MHOTOIUTAHOBA 1 OOIIMPHA, AETaIbHEINA ee
0030p IMpakTH4IeCcKu HeBO3MOKeH. [loaToMy B manmbHe-
I YacTH CTaThU OCBEIICHBI TOJNBKO JaHHBIC JTUTEpa-
TYpBI, 000CHOBBIBAIOIIUE [IEI€CO00PA3HOCTh PEUICHHUS
HIDKEU3TIOKEHHBIX 3a/1a4:

KIIMHUYECKHE U TeHETHYECKIE XapaKTePUCTHKH TsDKe-
JIOM HACJIEICTBEHHOW MATOJIOTUH TJ1a3, IPUBOJISIINE K UH-
BATHIM3UPYIOLIEMY OTPaHIICHHIO JKI3HEIeITETIbHOCTH;

- TMarHOCTHKA HACIIICTBEHHOW MATOJIOTHH I71a3 U, B
YaCTHOCTH, €€ 3HAYCHHUE B IEATETHHOCTH MTPAKTHUECKUX
0 TATBMOJIOTOB;

- COBpEMEHHBIE BO3MOXXHOCTH MEIHUIIMHCKOH peadu-
JUTANWH OOBHBIX C HACIIEICTBEHHON MTATOJIOTHEH II1a3;

- COBpEMEHHBIC BO3MO)KHOCTH MPEIyNpEKICHUSA
POXKJIeHUS JAETel ¢ TeHETUYECKU JIETEPMUHUPOBAHHOM
MaTOJIOTHEH IJ1a3;

- BO3MOXHOCTH POXKICHHS 3IOPOBBIX JIETEH B Ce-
MBSIX C HACTICICTBEHHOH OTATOIIEHHOCTBIO.

OdTanbMoreHeTuKa OCHOBBIBACTCS HA TEOPETH-
YeCKUX 0a30BbIX MOJIOKEHISIX METUIIMHCKON TeHETHKH,
HOBBIX IOCTIKEHHUAX (DyHIaMEHTAITBHBIX HCCIIEIOBAaHUN
U permaeT mpooIeMbpl KITMHHYECKOH 0(hTaaTbMOIOTHY:

- pa3pabarsIBaeT UArHOCTHKY T€HETUIECKH eTep-
MUHHPOBAHHBIX 3200JI€BaHU T71a3;

- 3y4YaeT UX STHOJIOTHIO U MTaTOTCHE3;

- pa3pabarbIBaeT MaTOreHeTHYECKU 00YCIOBICHHOE
TEPaNeBTUIECKOE U XUPYPrHIECKOE JICUCHHE;

- ompenenseT TeHeTHYSCKUH MPOTHO3 M MEpPHI
PO UITAKTUKN TCHETHIECKH JeTePMUHIUPOBAHHBIX 3a-
0oJIEBaHMH IU1a3;

- pa3zpabaTbIBaeT Hay9IHO-IIPAKTHIECKHUE IIPOTpaM-
MBI, HH(QOpMaIOHHOE oOecnieueHre, peKOMEHIAINUH 10
paHHe# TUarHoCTUKE U MPO(UIAKTHKE (B TOM YUCIE H
MpeHaTaILHON);

- TTOBBIIIAET KBATU(HUKAINIO U TOTOBUT CIICIHAIIH-
CTOB-O(TATbMOTCHETUKOB [2].

HacnenctBennbie 00J1€3HH I1a3 — 3TO, B OOJIBIITHH-
CTBE CIIy4aeB, TSDKENbIE TOPOKH PAa3BUTHS, TSKEIBIS
XPOHUYECKHUE 3a00JIeBaHUS, OTIIMYAIOIIHECS MO d-

(heKTUBHOCTEIO JIeueHus1. B yacTHOCTH, HAacTIeZICTBEHHBIE
0OJIe3HN TI1a3 SBISIOTCS OCHOBHOM MPUYUHOMN CIIETIOTHI
u Tspkenoro cinadosuaenusi. Cormacuo ganueiM BO3, B
Mupe 45 MITH 9eJTOBEK CTPaJAr0T clenoToi u 135 muH
HUMEIOT Cephe3HbIe HapyIIeHus 3perns. B mupe 1,5 mn
cienbix aeted. B Ykpanne — 8553 cinaboBuasmmx u cie-
TIBIX JIETeH, u3 HUuX 715 — cienbix Ha 00a riasza[6]. B Ha-
meit crpane 1 cirenoid Ha 10000 nerckoro HaceneHUs[7].
B cTpykType ma3Hoii maTonoruu 101 HacaeCTBEHHbBIX
3a0o0yieBaHMH Ti1a3 HEOMWHAKOBA B PA3HBIX CTPaHAX.
Tak, HarpuMep, B SKOHOMHUYECKH Pa3BUTHIX CTpaHax
oHa kojeOercs B mpeaenax ot 20 1o 45% wu Beime [8;
9], B P® HacnmeacTBeHHAs MATOJIOTHSA TJIa3 COCTABISIET
30%, a B CTPyKType CIenoTsl ¥ c1aboBuacHUS —42-84%
[10; 11]. B JlarecTtane, 10 JaHHBIM 32 MTOCJIETHEE JECS-
TUJIETHE, HACIICACTBEHHAS IMATOJIOTHA TJ1a3 MPHUBOAUT
K TSDKETBIM HapymeHusM 3peHust B 60-90% [12]. ITo
naaaeiM E.W.Craponybuesoit (1981), ynensHBIN Bec
BPOXKJICHHO-HACIIEICTBEHHBIX 3200JI€BaHUH COCTABIISET
71,75% Bcex MpUYHMH CIETOTH U craboBuaenus [13;
14]. TIpeobnaganue cIenbiX U CITA00BUISIINX BHICOKOM
CTETICHHU CPeIH IeTeH-MHBAJIIIOB BCIEICTBHE O(Tab-
MoTIaToJIOTHH ycTaHoBieHo B PD: va 10 000 nerckoro
HaceaeHus — 1,6 cienbix U 3,5 — ¢ BBICOKOM CTEIIEHBIO
cnaboBunenus [15]. KonuuecTBo nerei-mHBaINIOB
B P® no manueM 2007 1. cocrasisgeT 193,7 ma 10000
nerckoro HaceneHus. M3 mux 13,6 (7%) — mHBaIHIBI
o 3penuto [3].

B xon1ie 2007 1. ypOBEHB JeTCKOH MHBATHIHOCTH B
VYkpaunne coctaBuin 160 Ha 10000 neTckoro HaceneHus.
JleTckas ciemoTa 3aHUMAaeT TPEThEe MECTO B OOTIEH
CTPYKType WHBAIHIHOCTH [7]. BompmmHCTBO AeTei-
WHBAJINAOB BCICICTBHE HACIECACTBEHHBIX 3a00IeBaHUI
7123 IPU3HAIOTCS HHBAMAAMu U Tiociie 18 et [16].

BrimreonucanHas cuTyauus siBUJach NPUYUHOU
co3naansg BO3 mporpammer «3penue 2020: mpaBo Ha
3perne»(1999 r.). Ykpanna npuHUMAET y4acTHe B 3TOU
rporpaMme. B cOOTBETCTBUM C HEM MOKa3aTesu CIETOThI
Y cITa0OBHICHUS JTOJKHBI OBITh CHIDKEHBI B 2-3 pa3a. B
YKkpanHe MPOrHO3UPYETCsl CHIDKECHHUE KOJIMYECTBa Clie-
MmeIX ¥ cnadoBupsamux gerer 10 0,4 ma 10000 gerckoro
Hacenenmst. B 2003 . B Ye Ha cummnosnyme «JIukBu-
JTAIvsl yCTPAaHUMOM CIIENIOTH: BecemupHast nHUIIMaTHBa
BO3» ObuTH MPUHATH KOHKPETHBIE PEKOMEHIAINN TIO
JUKBUAALNHN YCTPAHUMOM CIIETIOTHI.

B 2005 1. Ha xoHpepennun «Bonpockr odramsmo-
TeHETUKW», TpoBeaeHHOH DPI'Y MOoCKOBCKMM HayudHO-
HCCTIEIOBATEIHCKAM HHCTUTYTOM ITIA3HBIX OONIe3HEH MM.
I'empMroOBIIa, KOTOPBIH SIBISETCS OXHUM H3 BEIyLIHNX
IIEHTPOB 10 0 TaTbMOTeHEeTHKE, U Poccuiickum oOrie-
CTBOM MEAHMIMHCKUX T'€HETHUKOB, OBUIH OIpeneyeHBI
MEePCIEKTHUBEl U MPUOPUTETHBIC HAPABICHUS Ialb-
Hel1ero pa3Butus oprarbMOTeHeTHKU. B gacTHOCTH,
aKTyaJTbHBIMH SIBISIOTCS AajbHelmas pa3paboTka
KIMHAYECKUX METOIOB THArHOCTHUKHU OTACTHHBIX (opM
HAaCJICICTBEHHBIX 3a00JICBAHHI U KPUTEPHH OTOOpA
ISl yryOIeHHOTO KIMHUKO-T€HETHYeCKOTo obcie-
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JIOBaHHUS; pa3paboTKa MaTOTEHETHYECKOTO JICYCHUs C
YYeTOM HOBBIX KIMHHYECKUX HACIEICTBEHHBIX (OpM,
00YCIIOBICHHBIX MOTMMOP(PHU3MOM H3OIHMPOBAHHBIX U
MYJIETH(QAKTOPHBIX 3200JIEBaHNH; CO3JaHUE TOCTOSHHO
JICHCTBYIOILLETO PETUCTPa HACIEACTBEHHOM MaTONOIUH
oprana 3penus [17].

Ho3osornyeckass M reHeTu4eckas CTPyYKTypa
U PacnpocTPaHEHHOCTh HACJEeACTBEHHOI MaToJ10-
TUH I71a3. JJaHHBIC CBEICHUS SIBIISIOTCS BAKHBIMHU IS
JaTbHEHIINX HAyYHBIX MOWCKOB M MMEIOT OOJBIIOE
MIPAKTHYECKOE 3HAYCHHUE B IUIAHHUPOBAHUH U OPTaHU-
3alMu peaduauTanuu OONBHBIX C HACJIEACTBEHHOM
MaToJIOTHEH Tia3, a Takke B oleHke d(hdekTuBHOCTH
TIPOBEAECHHBIX MEPOIIPUATUA. MHOTHE CIEIIUaIUCThI B
0o0acTi KIMHWYECKOW TeHETUKH OBLTH 0()TaIbMOIIO-
TaMH U OCTABHIIH OOJIBIIIOE YUCIIO SHITUKIIOTICMYECKUX
TPYIOB 10 CTPYKTYpE U THITY HACJIETOBAHHUS AaTOJIOTHH
1a3. AHAJIN3 3TUX MaTepHAIOB MTPEACTABIISACT IEHHOCTD
JI0 HACTOSAIIETO BPEMEHH M JJOKA3hIBAIOT BO3MOKHOCTH
KITMHIYECKOH muarHoctuku. HacnencrBenHsle 3a0oie-
BaHUA 7143 OBIBAIOT M30JIMPOBAHHBIMH (HACIIEICTBEHHAS
TIATOJIOTHS TIPOSIBIISICTCS TOJBKO HA TJIa3aX) U CHHAPO-
MaJbHBIMH (TJIa3HAasI TATOJIOTHS COMYTCTBYET MTaTOIOTHH
JPYTUX OPTaHOB H cucTeM). M3ommpoBanHbIe 3a00eBa-
HUS TJIa3 MOTYT TPOSIBISATHCS MTATOIOTHIECKUMHU U3Me-
HEHISIMH KaK B OJHOH CTPYKTYpe TIIA3HOTO sI0JI0Ka MK
MIPUIATOYHOTO alliapara 11a3a, Tak ¥ OTHOBPEMEHHBIM
MMOpa’keHNEM HECKOJIBKHUX CTPYKTYp I1a3a.

JILA. JIpIMImuI B KHUTE, peAHA3HAYCHHOMW JIs
MPaKTUIECKUX Bpadeid, onucan 106 BpOKISHHBIX Ha-
CIIEJCTBEHHBIX aHOMAaJWK W 3a00yieBaHUil IJ1a3, UX
MPUAATKOB U 34 CUHIPOMAa MHOXECTBEHHBIX BPOXK/ICH-
HO-HACJIe/ICTBCHHBIX aHOMAJIMH OPTraHU3Ma C Y9aCTHEM
a3 [18].

JudbdepennupoBannas Beibopka u3 kHUTH «Ha-
ciencTBeHHbBIE Oone3Hm mof peaakmueii JI.O. banansna
(1980) [19] mo3BONMHIA OTIPEACTUTH KOTMIECTBO HACIIC-
CTBEHHBIX [TAaTOJIOTWH TJ1a3 y JeTeHl, THITBI HX HACJIeI0Ba-
HUS U PSIT 0COOCHHOCTEHN, 3HAYMMBIX JUISI KITMHUIECKOU
MPaKTUKHU (OTpeaesieHue TSHKecTH 00JIe3HH, ITPOTHO3a,
MEPCTICKTUB METUITMHCKON peaOuInTaIiN ).

VY nmereit 3aperucTpupoBaHo 275 HACIECACTBEHHBIX
3a0oseBaHuil I1a3 (C y4eTOM pa3HOBHIHOCTEH KaTapak-
ToI) [20], uTO cocTaBmuseT 5,5% Bcex 3aperucTprupoBaH-
HBIX HACJICICTBEHHBIX 3a0oneBannid. HacnencTeeHHbIC
3a00eBaHUs MPEACTABICHBI KaK M30JIUPOBAHHEIC
— 114, Tak u cuaapomanbabie — 161. CooTHOIIEHHE
HU30JIMPOBAHHON M CHUHIPOMAJIbHOM MaTOJIOTUU PAaBHO
41,45% un 58,55% COOTBETCTBEHHO; MATOJOTHYCCKUE
W3MEHEHHS KacaloTCs TOJIBKO OTHOH M3 CTPYKTYDP
TJIa3HOTO 0JI0KA U MIPUAATOYHOTO anmnapara riasa (65
¢bopMm — 57%); HacaencTBEHHAs MATOJIOTHS TTOPaKaeT
HECKOJIBKO aHaTOMHYECKHX CTPYKTYP IJIa3HOTO SI07I0Ka
(49 dopm — 43%). CuaapomanbHas MaTOJIOTHUS IJa3
OTMEYaeTcsi 0COOOH TSIKECTHIO M MaJIOTIEPCIIEKTHBHA
B IUTaHE BOCCTAHOBUTENBHOTO JedeHns. CoriacHO Imo-
CIICTHIM JIaHHBIM, «. .. TATOJIOTHSI OpraHa 3pEHMUS BXOIUT
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B cocraB Oosiee 800 reHeTHIeCKH IeTEPMHUHUPOBAHHBIX
cuHapoMoBy [8; 21].

HacnencrBennble 6os1e3H1 r71a3. K HuM oTHOCATCS
TsDKEJBIe 3a00JIeBaHMS 7143, YaCTO C HEOIarOmpUATHBIM
MPOTHO30M (HACJIEICTBEHHBIC AUCTPO(GHUHN CEeTUATKH,
HacJeACTBEHHbIE 3a00IeBaHUs 3PUTEIHLHOTO HEPBa,
JTUCTPO(UH POTOBHUIIBI M BPOXKICHHBIE KATAPAKTHI, TJIay-
KOMBI 1 IpyToe). MHOTHe HacIeACTBEHHBIE 3a00IeBaHs
SIBISTFOTCS] MYJIBTH(DAKTOPHBIMH, COLTUATTBHO 3HAYNMBIMH
3aboneBanusaMu [22].

I'eneTuyeckasi cTpykrypa. Hacnencteennas
MATOJIOTHS IJ1a3 XapaKTepU3yeTCs BCEMH THUIIAMH Ha-
cinegoBaHus. [Ipu 3TOM B rpymme H30JIHPOBAHHBIX
HACJICZICTBEHHBIX TATOJOTHH ITIa3 mpeolmagaer ayTo-
COMHO-IOMHHAHTHBIN THI HACJEIOBAaHUS, a B TPYIIe
CHHJIPOMOB — ayTOCOMHO-PEIIECCHBHBIH.

HacnencrBennas maTonorus a3, ee Ho30JO0TH4e-
CKasi CTPYKTypa W PaclpoCTpaHEHHOCTh HEOIMHAKOBa
B Pa3NUYHBIX perumoHax. [IpumMepoM MOTYyT CIyKHUTh
caenyromue ceenenus. B PO pacnpoctpaHeHHOCT Ha-
CJIEZICTBEHHOM MaToJIoTuH a3: B KocrpoMckoi odnactu
4,3:10000, B Kuposckoii oomactu — 7,8:10000; B ApxaH-
rensckoi oomactu — 9,3:10000. B yxa3aHHBIX 00macTsx
TaKXe pa3HO0Opa3Ha HO30JIOTHYECKas CTPYKTYpa, OHA-
KO TIpeo0IaaroT OJHH U T€ XK€ TSDKENbIe 3a00IeBaHuUs:
BpoxaeHHbIe KaTapakTsl (1,0:10 ThIC. HaceneHus), Tamne-
TopeTuHaNbHBIE adnoTpoduu cmemnrannoi (0,7:10 TrIc.
Hacenenus ) 1 nepudepuaeckoii (0,4:10 ToIC. HacemeHus )
¢dhopmM, BpoxaeHHbIH 11To3 Bek (0,5:10 ThIC. HaceneHus),
MHOTIUSI BBICOKOW CTENEHHU ¢ aTpodueil 3puTearHOro
Hepna (0,54:10 toic. Hacenenus) [8]. B Teepckoit 00m1.
BBISIBJICHO 39 HO30JI0THUECKUX ()OPM HACIIEACTBEHHBIX
3aboneBanmii, u3 HUX 21 Gpopma — n3ommpoBaHHas aTo-
sorus a3 [8]. B ctpanax Cpenneid A3uu Tak e, Kak 1
B P®, Hanbosee pacrpocTpaHeHHBIMH 3a00JIEBAaHUSMU B
CTPYKTyp€ HACIECACTBEHHON ATOJIOTHH TJI1a3 SBISIOTCS
KaTapakThbl, OOJIE3HN CETYATKH M 3PUTEIHHOTO HEepBa
[2; 10; 17].

Ceppe3HOCTh U aKTyaJdbHOCTh KIMHHUYECKUX H
COLMANBHBIX MPOOJIEM, CBA3aHHBIX C HACIEICTBEHHON
MATOJIOTHEH TJ1a3, WILTIOCTPUPYIOT XapaKTEPUCTHUKH OT-
JIENBHBIX 3a00JIEBaHUI.

HacnencTBeHnble AMCTPOGUM CeTYATKH COCTAB-
JISIFOT HanOoJiee MHOTOYHCIICHHYTO TPYTITY HACIIEICTBEH-
HbIX Oosie3Hert oprana 3penus (HBO3). Hacnenctren-
ueie auctpodun ceruarku (HIC) xapaxrepusyrorcs
TSDKETIBIM TEUEHUEM U IPUBOIIAT K PaHHEH moTepe 3pe-
uust. Jleseane HJIC manoaddextuHO. B OonmbmaCcTBE
ciryqaeB HIC BposkaeHHBIC U TIPOSIBIISIOTCS MO0 TpH
POXIIEHHH, JINOO B TIEPBBIC MECSIIBI KU3HH.

B mepeune HacnmencTBEeHHBIX 3a00JIeBaHUN Tia3
yKa3aHBI CJIEIYIONne HO30JOrH4decKkue GopMbl Ha-
CJIEICTBEHHBIX 3a00JCBaHUIA CETYATKH: MUTMEHTHBIN
PETHUHHUT, BPOKJIACHHBIA aMaBpo3 Jlebepa, cuHIApOM
Viepa, nuctpodun KoIOOUYKOBON CHUCTEMBI, JUCTPO-
¢us Llraprapara, Burenudopmuas auctpodus becra,
HACJICZICTBEHHAs! BUTPEOPETUHOIATHSI, PETHHOIIN3HC,
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IUCTpO(HS MaTOYKOBOW CHCTEMBI, aXpOMATOIICHS,
BpOXKJICHHAs CTallMOHApHAas HOYHAs CJIEmoTa W Ap.
Bce st 3abomeBaHus OTHOCSATCS K TSDKEJIOH Ta3HOU
TIATOJIOTHH.

B xmMHUYe KO MpaKTHKE IPUHSATA KITacCHPUKAITHS
HACJIEICTBEHHOH TUCTPO(HU CEeTIaTKH B 3aBHCUMOCTH
0T 0(pTaTbPMOCKOITMYECKON JIOKAIHU3AUH TTaTOIOTHIe-
CKOTO TIpoliecca: IEeHTPaIbHOM, epudepudeckol u
cmerrannoit. [lepudepuueckas HJC npencraBnena tu-
MMAYHON ¥ aTUITHYHOW MUTMEHTHON ucTpoduei, 6ero-
TOYEYHBIM TUTMEHTHBIM PETHHHTOM, KEITOIS THUCTHIM
ra3HbeIM THOM. lleHTpanbHas nuctpodus cerdyaTKu
MpeCcTaBlIeHa MaKyJSIpHBIMU JereHepanusamMu becra,
IIraprapara, bepa n Bo3pacT3aBUCUMBIMH (HOpPMaAMH.
B cmemannsie HJ[C BritoueHs! 3a601eBaHns, 00yCIIOB-
JICHHBIC CMEIIaHHON mucTpodueit (oTopenenTopos,
peTHHANIbHBIC aTuTa3uu u aMmaBpo3 Jlebepa [23; 24].

Hpyras xnaccudukanus HAC yunteiBaeT mpe-
HMYIIECTBEHHYIO JIOKAJTU3ALHIO TaTOJOTHIECKOTO
rpolecca B pa3iaudHbIX CTPYKTypax ceTyarku. B arToii
KJTacCH()UKAITUH BBIICTICHO 7 TPYIIL: OPaKEHHUE COCY-
JIOB Xopuowuaen, MeMOpansl bpyxa, MUTMEeHTHOTO STIH-
TENHs CEeTYATKH, KOMIIEKCA «IUTMEHTHBIA SIUTEIHHA
— (oTopenenTope», GOTOPEIIENTOPOB, BHYTPEHHETO
CJIOSI CETYATKH ¥ KOMIUIEKCA «CEeTYaTKa — CTEKJIOBHIHOE
TEJIO», @ TAKKE KOMIUIEKC C YHUKAIBHON MITH aTHITHIHON
KapTUHOM Tia3Horo axa [ 14; 23; 25].

CoBpeMeHHBIE JOCTIKECHHUS TeHETHKH JI0KA3bIBAIOT
ocobenHocTh renerndeckoi crpykrypst HIC [26]. Onna
U Ta Xe Ho3oJoru4eckas Gopma TUCTPOhUN CeTIATKH
MOXET OBITh CIIEICTBUEM MYTAIlHU PA3INIHBIX T€HOB, a
pa3Hble MyTalluy OZHOTO T€HA MPUBOAAT K PA3THIHBIM
(heHOTHITMYECKUM TIPOSIBIICHISIM [27].

Cornacuo manaeiM H.A. BexnemwumeBoii ¢ co-
aBT. (2005) [23], 6maromaps MCTIONB30BAHUIO METOIOB
MOJIEKYJISIPHO-TEHETHYECKOTO aHan3a Obljla yCcoBep-
IIeHCTBOBaHa KiaccuduranuoHHas cTpykrypa HJIC.
ABTtopamu mpuBoauTcs 31 Ho3zomornueckas Gopma
H/IC u ux BapWaHTOB, OINPENEICHHBIX Ha OCHOBAHWUH
STHONATOTeHE3a U TeHETUIECKUX XapaKTePUCTHK.

Oco0yro TsKECTh U HeOJIaroNpHUATHBIN IPOTHO3 Ha-
CJIC/ICTBEHHBIX TUCTPOQHI CETIATKH WILTIOCTPUPYET P
4acTo BCTpevarommxcs GopM ee 3a001eBaHnH.

Amagpo3 Jlebepa. Hanbonee Tsxenas hopma muc-
TpohuHU ceTdaTKH. ITO TeTePOreHHas IPyIIa HACIEA-
CTBEHHBIX 3a00eBaHuil ceTyarku. OHa cocTaBisieT 5%
OT 00IIIeTo YKcIia HACIeACTBEHHBIX JUCTPOdHii ceTuar-
ku. Cienora — BpoxkIeHHas1. B uHTepHATaX IS AeTEH ¢
HapymenneM 3perus y 10-18% nereit quarHoctupoBan
amaBpo3 Jlebepa [28; 29]. Kimaccuueckas hopma Hace-
JOBaHUS — ayTOCOMHO-PEIIeCCHBHAsL.

JAucrpodusa lraprapara — neHTpaibHas oBe-
HUWIBHAS OUCTPOQUSI CeTYaTKH. boie3Hp merckoro u
IOHOIIIECKOTo Bo3pacTta. CiernoTa HacTymnaet Kk 30 rogam
1 TIO3Ke (3TOT (haKT ClieyeT YIUTHIBATh B podopueHTa-
MY ¥ MEMKO-COITUABHOM 3KcriepTr3e). [Ipossisercs
B Pa3IMYHBIX KIIMHUYECKUX (POopMax: HEHTPaIbHAS TUC-

Tpodusi ceTuaTku, nepudepudeckas Gopma qucTpopumn
(KENTOMATHUCTOE TIIa3HOE JTHO).

IMurmeHTHBLIH peTHHUT. KnuHUYECKHEe ero mpo-
SIBICHHS CBSA3aHBI C IOPAKCHUEM UTMEHTHOTO JIIHTE-
7t 1 GOTOPEENTOPOB. DTO MPHUBOIUT K HAPYIICHHUIO
¢byHKumi ceetoourymeHus. [IMTMEHTHBIN PEeTHHUT
HACJIeyeTCsl IO Pa3sHBIM THIIAM HACJCIOBAaHUS: ayTo-
COMHO-JIOMHUHAHTHOMY, ayTOCOMHO-PEIIECCUBHOMY U
crermieHHoMy ¢ X-xpomocomotii [30]. Ot Tuma Hacneno-
BaHU 3aBUCAT KIIMHIYECKUE TPOSIBIICHAS 3a00I€BaHHUS,
HO BO BCEX CIIydasiX — 3TO TSDKEJbIA MATOJIOIHYECKUM
nporiecc [24; 31]. bone3Hns nposBisieTcss paHHEH HOY-
HOM CJIEMOTON M CHMKEHUEM LIEHTPAJIbHOTO 3pEHUsS B
Bo3pacTe 2-3 neT. Uepe3 HECKOIBKO JIET TIOJIEe 3PCHHUS
CYXXHBAETCS 10 TOUKH (pukcanuy. BpeMs HacTymieHns
CJETIOTHl B Pa3UYHBIX BapHaHTax OOJIE3HU pa3HOe.
Ornrcanbl 32 MOHOTEHHBIE ()OPMBI TUTMEHTHOTO PETH-
HuTa. B Mupe HacunTeiBaeTcs 1,5 MITH TakuX OOIBHBIX
[23;27; 28; 32; 33].

Pamnxansapx Meromos edenust HJIC wer, Ho cytite-
CTBYIOT KOHCEpPBATHBHBIE METOIBI JICUCHUSI, KOTOpHIE 3a-
MEJUISIOT IPOTPECCHPOBAHIE TIPOIIECCa, a B PsiJie CITyJacB
YBEJIMUYHBAIOT OCTPOTY IIEHTPAJIBHOTO 3PEHHS, PACIIAPSIOT
TPaHMIBI TTOJIS 3pEHUS Ha OTpaHMYeHHOE Bpems. Tak,
Harpumep, B MHUU T'b nm. Tensmromneiia pazpadoTaHo
JIeYeHUE HACIICICTBEHHBIX a0MOTPO(UI CETYATKH C TTIOMO-
IIBI0 peTHHANAMAHA. PeTrHamaMuH cTabrm3upyer naro-
JIOTMHYECKUH IPOIIECC U IMTOBBITIACT OCTPOTY LIEHTPAIHHOTO
3pennsi. Cpok HaOmronenus - 4 roma [17].

HacnencrBenHble 3a00/1eBaHus 3PUTEJIHbHOTO
HepBa OTHOCSTCS K IOCTaTOYHO YaCTOH HACIEICTBEH-
HOH marosioruu rna3. KnuHudecku nposiBisOTCA
OBICTPBIM PE3KUM CHIDKCHUEM 3PEHUS, SBICHHUSIMU
peTpolbyp0apHOro HEBPHUTA C IOCIEAYIOMIEH aTpoduei
3puTenbHOTO HepBa [34]. PasnmuuaioT Tpu OCHOBHBIC
TPYyNIB HACJIEACTBEHHBIX 3a00JIeBaHUI 3PUTEIHHOTO
HEpBa: ayTOCOMHO-TOMHUHAHTHBIE aTPO(HH, ayTOCOM-
HO-pEIECCUBHBIC AUCTPOPUH M MUTOXOHAPHAIBHYIO
HelponaTuio 3putensHoro Hepsa Jledepa [35].

AyTOCOMHO-AOMUHAHTHASI aTPO(us 3pUTeb-
HOr0 HepBa — TETEPOTCHHAS IpyIa 3a00JIeBaHHH.
3aboneBaHne IByCTOPOHHEE, KOTOPOE Pa3BHBACTCA Y
JleTeil B Bo3pacTe OT npeHatanbHoro a0 12 mer. CHu-
JKEHHE 3PEHUS MPOUCXOAUT MOCTENeHHO. ATpodus
3pUTETHHOTO HEPBA MOXKET COUETATHCS C HUCTarMOM U
KocortazueM. HucTarMoM compoBOKIar0TCs 1 0COOCHHO
paHHKE CITy4Yau MPOSIBICHUS aTpPOPHH.

3aboneBaHMe MOXET OTATOIIATHCS TIIYXOTOH,
o TaTBEMOIUIETHEH, OTCTABAHUEM B IICUXHYECKOM pPa3-
BHUTHH, MUOTIATHCH, HapyIICHHEM KOOPAWHAIIUU JBH-
KEeHU. MeToabl NIpeaynpexIeHnsl CHUKECHUS 3pEHUS
OTCYTCTBYIOT.

AyTOCOMHO-peniecCUBHasi aTPO(usi 3pUTETHLHOT0
HEPBAa - TETEPOrCHHAs TPYIIa PEIKO BCTPEUAFOIIUXCS
3a00eBaHMi, KOTOPAst COPOBOXKIAETCS JBYCTOPOHHUM
CHIDKCHHEM 3PEHUS, IEKOJIOpaIiel AUCKa 3PUTEIBHOTO
HepBa. PazBuBaercs B mepBbie 4-5 neT xxu3HU. BeTpeda-
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eTCsl KaK OHO W3 MPOSBICHUN CHHAPOMOB (CHHAPOM
bapa, cuanpom Mapunecko-Cherpena u Jip.).

HacaeacTBeHHasi onTHYecKasi HeliponaTus
Jlebepa (3putenpHas atpodus JledGepa). [Topaxkaer
COMAaTHYECKH 37I0POBBIX MOJIOABIX JIIONIEH B BO3pacTe
18-30 sret. OmHAKO MOXKET OBITH MPUYUHOW CIICTIOTHI
U B JIeTCKOM Bo3pacte. OTMedaeTcs: OONBIINM YHCIIOM
OOJBHBIX JIMII B POIOCIIOBHOM. SIBIsI€TCS Pe3ybTaToM
reHeTu4eckux jaedexkroB MutoxonapuansbHon JTHK
(m1/IHK) ¢ mepenadeii mo MaTepuHCKO# JIMHUU. ATpo-
(us Jlebepa HaYMHACTCS B BUJIC HEBPUTA 3PUTEIHLHOTO
HEepBa C OBICTPHIM CHIYKCHHEM OCTPOTHI IEHTPAIBHOTO
3penus [34; 36; 37; 38; 39].

KarapakTa Bpo:KkIeHHasi HAcJIeACTBEHHAS — CYIT
10 JTAHHBIM PA3IMYHBIX WCTOYHHKOB, SBISCTCS OTHUM
13 Tpex Hanboliee YacTHIX HACJIEICTBEHHBIX 3a00ieBa-
HUH 7143, OTIMYAIOIINXCSA PA3IMYHBIMA KIMHUYECKUMHA
(hopMaMy M TEHETHYECKOH reTeporeHHocThio [2; 40].
HacnencTBeHHbIE BPOXKICHHBIE KaTapaKThl COCTABIISIOT
33% Bcex BpoxkIeHHBIX KaTapakT [41]. HacinencTeenHsie
KaTapKThI MOT'YT OBITh JIOO MOHOT€HHBIMHU H30JIPOBAH-
HBIMH (4aCTO B COYETAHHUH C TOPAKCHUEM JPYTHX CTPYK-
Typ I1a3a), TMO0 OTHUM H3 ITPOSIBIICHHI HACIICICTBEHHBIX
cuHIpOoMOB [42; 43]. TloceaHee 0O6CTOSITENECTBO CO3/IAET
CJIO’KHBIE TTPOOJIEMBI B PEa0HITUTAIIMN JIETEH C BPOXKIICH-
HBIMHU KaTapakTaMH, B YaCTHOCTH, B 3()(HEKTHBHOCTH
PE3yABTATOB KCTPAKIIMN KaTapaKThl. DKCTPAKINS BPOXK-
JICHHOM KaTapakThl Y I€TEH ABIISETCS OCHOBHBIM METOAOM
JICYCHHUS — 3HAUUTEIBHBIM JOCTIKEHHUEM COBPEMEHHOM
odrampmonorud. Ee mpou3BoasT ¢ OMHOBPEMEHHOM M-
IUTaHTAIUEeH HHTPAOKYIIpHOM muH3B! (MOJT).

OmHocTOpOHHSI TIoNTHAsT (OOBIYHO TUTOTHAS) KaTa-
pakTa JOKHA OBITH ONEPHPOBaHA B TEUEHHE MEPBBIX
HECKOJIBKHX JIHEH Mocie poXIeHHs peOeHKa; ABYCTO-
POHHIOIO TIOTHYIO KaTapakTy ONEPUPYIOT B TCUCHHE
TIEPBBIX 6 HEENb MOCTIE POKICHHS.

CoBpeMeHHBIE BO3MOKHOCTH JICUCHUS BPOXKICHHBIX
KaTapakT 3HAYUTEIHHO YMECHBIIWIHN CIydad NETCKOU
cienotbl. OTHaKO BOMPOC METUIIMHCKOW peabumuTanun
JleTell ¢ BPOXKJIEHHON KaTapakTOW ele He SBJIseTCs
OKOHYATEIhHO pemieHHbIM. OmacHOCTh aMOIHOIINU U
KOCOTJIa3us, ONEpallMOHHBIE OCIOXHEHUS, HAIHINE
JPYTOif COYeTaHHOI TSHKENIOM MTaTOJIOTHH TJ1a3a 1 0cobast
CIIO)KHOCTh peaOMIHTAIIH KaTapakThl B CHHAPOMAX
YMEHBIIAIOT 3 (HEKTHBHOCTH M BO3ZMOKHOCTH M30aBIIe-
HUS IeTeH ¢ BPOXKICHHON KaTapakTo OT CJIeTOTHI [42].
Oco0ast 0rracHOCTH MOCIIEONEPANMOHHBIX OCIOKHEHUN
CYIIECTBYET y JIeTeH C KaTapaKTaMH IIPH HACJIEICTBEH-
HBIX HapyIICHUsIX OOMEHa BEeIIECTB U CHHApoMax [41].

JAucTpoduu poroBuIbI — TSKEJIbIE HACTEACTBEH-
HBIE MIPOTPECCUPYIONINE IBYCTOPOHHHE 3a00JeBaHMUA,
YacTO ABISIONIUECS MPUYNHON WHBAJTUIHOCTH. 3a-
OosieBaHue MOIUMOPGPHOE, B OCHOBHOM HAUMHACTCS
B paHHEM JIETCKOM Bo3pacTe. Kaxmass KIuHUYecKas
(dopma xapaKTepu3yeTcs CBOUM THIIOM HacJeI0BaHUS
(ayToCOMHO-TOMUHAHTHBIH, 4y TOCOMHO-PEIIECCUBHBIH,
peoOiiafaeT ayTOCOMHO-JOMHHAHTHBII THIT HACTIEJOBA-
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Hus). Omrcano 11 GopM HacIeICTBEHHBIX 3a00IeBAaHHIA
POTOBHIIBI, U3 HUX 5 — 0CO00 THKEITBIX CTPOMAIBHBIX
TUCTpoduil poroBUIlH! (y3eIKOBas, pererdaras, IsaT-
HUCTas, KpucTaunieckast, Petic-broknepca). Kimuanye-
CKas TUarHocTuka (hopM HACIIEICTBEHHBIX AUCTPOdHid
POTOBHIIBI 3aTPYyIHEHA WIIM HEBO3MOXKHA B CIIy4ae OTs-
TOIIEHUS AUCTPOGUHN BOCTIAIUTEIHHBIM KOMIIOHEHTOM.
B HacTosmee BpeMs ocHOBOH auddepeHnnaibHON
JIUArHOCTUKH (HOPM TUCTPODHH SBISIETCS METOI MOJIe-
KyJSIpHO-TEHETHUYECKOM TuarHocTuku [44; 45; 46; 47].

OCHOBHOH BHUJ JI€UYCHHUS HACIEACTBEHHBIX IHC-
Tpouii pOrOBHUIIHI — CKBO3HASI MITH TTOCIIOMHAS KepaTo-
TUTACTHKA, KOTOpasi MOKET MPUBECTU K 3HAUYUTEIEHOMY
TTOBBIIIIEHUIO OCTPOTHI 3peHus [48]. OHaKO ATOT METOJ
JieueHUsI He a0COMIOTHO AP PEKTHBEH B CBSI3H C BO3MOXK-
HOCTBIO ITOMYTHEHHS TPAaHCIDIAHTAaTa U PEIUANBOM 3a-
OoreBaHus. 3HAYUTENBHO OTATOIIAST IPOTHO3 OTIepaIiH
HaJu4ue BocnaiutenbHoro komrnonenta. [N, Ipoxoku-
HOW (2005) B TOKTOPCKOW AMCCEpTAIMH MPEICTaBIeHA
pa3paboTaHHas €10 KOJMYECTBEHHAs OICHKa (PaKTOpoB
pHUCKa, KOTOPBIE BIHSIOT Ha ONTHYECKHE PE3YJIbTaThI
KepaTOIUTACTHKH Y OONBHBIX C HACIEACTBEHHON UCTPO-
¢uelt cTpoMbl POroBHUIIEL. B 1eueHnn HacIeCTBEHHBIX
JTUCTPOGHIA CeTUYaTKU UCTIONB3YETCS Takke MeTo (hOTo-
TEpaneBTUYECKON KEPATIKTOMHUM, KOTOPBIM yaydyllaeT
COCTOSTHHE POTOBUIIBI, TTOBBIIIAET OCTPOTY 3PEHUS U
OTCPOYMBAET KEPATOILIACTHKY. TakKe UCIIONb3yeTcs Ipe-
napar «DnorsH3um», KOTOPhIHA O3BOJISIET CHU3UTh YPO-
BEHb CCHCHOMIIM3AIINY K aHTUT€HaM POTOBHIIBI, YCKOPUTH
pe30pOIIMIO OTEKA M SITUTETM3AINIO TPAHCIUTaHTara [44].

Inaykombl HaceacTBeHHbIe — OOJbIIAs TPyIIa
TSDKEJBIX 3200JI€BaHIM, KOTOPEIE TP OTCYTCTBUH Jieue-
HUS, IPY HECBOCBPEMEHHOM JICYCHUH MTPUBOJIAT K TIOJ-
HOM1 cinenore. HacnencTBeHHbIE IT1ayKOMBI BCTPEYAIOTCS
KaK U30JIMPOBaHHBIE, TaK M B cHHApPOoMax. OTiIngaroTcs
pPa3IUYHBIM NATOTCHE30M, STHOJIOTHEH U reHeTHde-
ckuMH BapuaHTaMu. KiimHHYeckne 0COOCHHOCTH He
OTPaXKaOT MOJTHOCTHIO MAaTOTEHETHYECKYIO CYITHOCTH
HACJIE/ICTBEHHBIX I1ayKoM. OCHOBHBIM IIPHU3HAKOM IJIa-
YKOM SIBJISIETCSI HaJIMIUe TIIayKOMaTO3HON ONTHYECKOH
HeWpomaTuu, MpUBOISIIEH K aTpo@uu 3pUTEIBHBIX
HEPBOB U TIOJIHOW CJIETIOTE, a TAKXKE K HAPYIICHUIO pe-
TYISIUHA BHYTPUIIIA3HOTO TABICHUS.

HacnexncTBeHHBIE HECHHAPOMAJIBHBIE TIIAyKOMBI
XapaKTEPU3YIOTCs BBIPAXKEHHOW T'€HETUYECKOM reTe-
POTEHHOCTBIO KaK JIOKYCHOHU, TaK M ajuieNbHON. 3abo-
JICBaHUS, BBIJCISAEMBIC B OTIEIBHBIE HO30JIOTUIECCKHE
(OpMBI, YaCTO SBISFOTCS aJUICTBHBIMHA BapHaHTaMH,
00yCIIOBIEHHBIMU MYTAaIlUSIMH OZHOTO M TOTO )K€ TeHa
[11; 33;49; 50; 51; 52].

[TepBruHast BpoXxaeHHASI H30IMPOBAHHAS [TIayKOMa
AMeeT TpU (HOPMBI:

- Bpoxxnennast maykoma — BHYTPUITIa3HOE JTABJICHUE
MTOBBIIICHO YK€ BO BHYTPHYTPOOHOM MEPUOIE FITH Pa3-
BUBAETCSI B OCHOBHOM B II€PBbIE TPH TH KI3HU peOSHKa.

- UndantnnpHas raykoMa pa3BUBacTCs B TEUCHHE
3-10 net *u3HU.
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- IOBennpHas rmaykoma pasBuBaetcs B 11-35 et
KU3HH.

K m30mmpoBaHHBIM HACIEACTBEHHBIM ITIayKOMaM
TaKXe oTHOCATCA cuHapoM llerepca, anomannn AKCeH-
(enpaa, Me3oaepMaIbHas TUCIUIA3US PATYKKH C UPH-
JIOTOHUOZMCTeHEe30M, N1aykoMa Ppank-Kamenenkoro.

Yenex MeTUIIMHCKOM pead TN TAIIIH IeTeH C BPOXK-
JIEHHOW HACJIEACTBEHHON INIayKOMOM IPEAIoIaraer:

- PaHHIOIO AMATHOCTHKY M KBaJTH(HUIIMPOBAHHOE
JIeUeHHE;

- TIepBUYHAs BPOXICHHAs IIaykoMa Tpedyer 6e3-
OTJIaTaTEJIbHOTO OTEPATUBHOTO JICYCHHUS C IEIBI0
MIPEIYIIPEkKACHUS CIEMOTHI, KOTOpasi MOXKET HACTYIHUTh
B TEUEHHE HECKOJIIBKUX JTHEH mocie poxaeHus. Cuemno-
BaTEIBHO, 3TO 3a00JIeBaHUE JOIDKHO OBITH AMATHOCTH-
POBaHO cpazy MoCIe pOXKICHIS peOeHKa;

- TIPH pacyeTe prUcKa poXKACHUS peOeHKa C IayKo-
MO CIIEyeT yIUTHIBATH PE3yIbTaThl MOJICKYIIIPHO-Te-
HETHYECKOW JUATHOCTUKH. DTO CBSI3aHO C TCHETHIECKON
TeTEePOTeHHOCTHIO U pa3HO00pa3neM KIMHUYECKUX MPO-
sBIIEHUH HO30I0THYeCKUX (popm. TompKo KIMHIYECKAS
OIIeHKa IJIayKOMBI JUIs 3TOH IeN HemocTarouHa [49].

Bamnsopykocts. OnHa U3 TpexX BUIOB ONTUIECCKOM
YCTaHOBKH I71a3a. | pyTina HaceICTBEHHBIX ITOJIUTCHHBIX
3aboneBanuii [53; 54].

dwusnonoruueckas 6au3opykocts. Dopmupyercs
Omaromapst pa3IHMIHOMY COYETAHUIO ONMTUYECKOH CHIIBI
OTJEJbHBIX 3JIEMEHTOB HOPMalbHOM ONTHYECKOU
cucteMsl. [Iporpeccupyer B CBS3M C POCTOM Ifia3a U
CpeoBBIMHU (haKTOpaMHU.

HereneparuBHas 0au3opykocTs. OnTHUYEcCKas
YCTaHOBKA T1a3a 00yCIIOBIIEHA PACTSHKCHNEM TJIA3HOTO
A0JI0Ka 1 yBeTMYEHHUEM ITepeiHe-3a1HeH oc T1asa. [1pu-
yrHAa — O0JIE3HB CKIIEPHI, HAPYIICHHE €€ YIIPYTO-BI3KUX
CBOMCTB M CIIOCOOHOCTH K HAKOIUICHHIO OCTAaTOYHBIX
nedopmaruii. OcHOBHas hopma JereHepaTUBHOM O30~
PYKOCTH — AUCTpOhUUECKast OIM30PYKOCTb, IIPH KOTOPOH
CHIDKCHHE 3PEHUS TPOMCXOIUT U3-3a JUCTPOYUIECKIX
HM3MEHEHHH ITIa3HOTO JTHA B PE3YbTaTe HapyIIEHUS KPO-
BOOOpAIIEHHUS 3aTHIX KOPOTKUX PECHUYHBIX COCYIOB.
Jleuenune manod3pexTUBHO.

Bnm3opykocTh BCIEACTBUE MOPOKA Pa3BHTHUIL
POTOBHIIBI M XpyCTalHNKa (KEpPAaTOKOHYC, MEPEIHNN U
3aHUH JIEHTUKOKOHYC). OCHOBHOW BHUJ JICUCHUS —
OTIEPATUBHBIN.

Iopoku pa3BUTHA COCTABIISIOT OOJIBIIYIO OO
HAaCJIEACTBEHHBIX Oome3Hel mia3. Ocobas TAXKECTH
OONBIITMHCTBA U3 HUX CTAHOBATCS YaCTOH MPUIMHOU
CIICTIOTHI M CIIa00BUACHUSA. BpoXXIeHHbIE TIOPOKH I71a3
— TeHEeTHYeCKH TereporeHHas (~75%) u MOHOTCHHAS
(=25%) rpymnma odramsmomnaronorua [55].

MO)XHO BBIIECTUTH JIBE TPYIIIBI BPOXKIAECHHBIX IT0-
poxoB pazsutus (BIIP):

- M30JINPOBAHHBIC MOPOKHU IJa3, KOTOPHIE MOTYT
MPOSABIATHCS TATOJIOTHEH B OIHOM MM HECKOIBKHX
CTPYKTypax IJa3;

- OPOKH I71a3 B CHHAPOMAX.

OnuH 1 TOT K€ MTOPOK MOXKET OBITh H30JTMPOBAHHBIM
WA BXOJUTH B COCTaB CHHIPOMA.

CHHAPOMEBI — COYETaHHE TOPOKOB PA3BUTHUS, MEXKITY
KOTOPBIMH UMEETCSI dTHOJIOTHIECKas CBs3b [56]. Onu-
canbl 48 knmHUYecKuX (popm m3ommupoBaHHBIX BIIP
opraHa 3peHUs, MPEACTABICHHBIX 69 TeHeTHYeCKUMH
Bapuantamu [33; 57; 58]. Haubonee Tsokenble U3 HUX:

- IOJHBIA KpUNTO(TATBM — OTCYTCTBYIOT PECHHIIBI
W KeNe3bl BEK, BEKH 3aMEIICHbI KOKeH, OTCyTCTBYET
KOHBIOHKTHBAJIbHAS TIOJOCTH;

- aHO(pTATBEM — OTHOE OTCYTCTBHE ITIA3HOTO SI0I0Ka
WJIA UMEETCS TOJIBKO €T0 PYAHMEHT;

- MUKpO(TaIbM — YMEHBIIIEHHE TJIA3HOTO S0T0KA.
W3onmupoBanHoe 3a00neBaHNE WIM B COCTaBE CHHAPO-
MOB. OIMH U3 BAPHAHTOB MUKPO(DTATEMa — HAHO(PTATIBM.
Bnaronapss yMeHpIIEHHIO Pa3MEpPOB TJIA3HOTO SI0JI0Ka
HaOTIOMAaeTCs BBICOKAs THIIEPMETPOIIHS;

- BpOXKICHHASA HApYKHAS 0(PTAIEMOIUIETHS C ITO30M
BEPXHETO BEKa;

- pubpo3 HAPYKHBIX TIIA30IBUTATEIHHBIX MBIIIIII;

- CKJIepoKOpHea. PoroBuiia MyTHas B CBSI3U € TIOJIHOM
BacKyJsipu3anuei. J[pyrue nopoku pa3BUTHs — Mera-
JIOKOpHEa, TUIOCKasi POTOBHUIIA, BPOXKICHHBIH JEPMOU
POTOBUIIHI;

- aHOMAJIUU COCYIUCTOH 00oiouku. BrisBneno 11
Ho300oTHYeCcKNX (popMm: anomanus [lerepca, anHupuans
2 tuna, cuHapoM Purepa, cuaapom AkceHndenbaa, SK-
TOTINS 3pavKa U IPyToc;

- BpOXK/ICHHBIC aHOMAJIH XPyCTalIHKa: MUKpoda-
KW, JICHTUKOKOHYC;

- BPOXK/ICHHBIE aHOMAJINU CETYATKH: KoJIoOoMa Ma-
KyJIbI, TIA3HOH ab0MHN3M, THIIOIUIA3us (hoBea U IpyTHe;

- BpPOXICHHBIE aHOMAJINHU 3PUTEIBHOIO HEpBa:
aTuiasus, TUIOIUIA3HS U IpyTHE.

Tlopoku pa3ButHs B coctaBe CHHIApPOMOB. Bcero
28 mopokoB pa3puths (11 TOPOKOB pa3BUTHS TTIA3HOTO
sibioka 1 17 MOpPOKOB pa3BUTHS TNIA3HMYHOW 00IacTH)
MPUCYTCTBYIOT 786 pa3 B pa3MUYHBIX CHHAPOMAX, IIPH-
9YeM B paBHOU Mepe TSHKEINbIE U JIETKHE IOPOKHU Pa3BUTHS
7123 SBISIIOTCS TMPU3HAKAMHU CHHIPOMOB PazIUIHON
creneHu TspkectH [56]. TlomHOIeHHAS KIMHHYECKas
JNarHOCTUKA CHHAPOMOB, COAEP)KAIIUX MAaTOJIOTUIO
713, BOBMOXHA TOJBKO C IMOMOINBIO CIIEIHAaTbHBIX
KOMIIBIOTEPHBIX TOUCKOBEIX CHCTEM.

PeTnHONaTHA HEIOHOMIEHHBIX — TKEIIOE BPOXK-
JIeHHOe 3a00JeBaHUe, KOTOPOE MOXKET NMPUBECTH K
CJIETIOTE B CITy4Yae MO3/IHEH TUarHOCTHKU B HECBOEBPE-
MEHHOTO JIeueHus1. PetrmHOMaTH — podieMa mTyOoKo
HeJAOHOILIEeHHBIX aeTeid. [lo MHEeHHUIO psina aBTOPOB
npenmnosnaraercs, 9tro PH sBisiercss MHOTOGaKTOPHBIM
3a00JI€BaHIEM U CBSI3aHA C TOBPEXACHHEM T'CHETH-
YeCKOM IporpaMMbl BacKynoreHesa cerdatku [Flynn,
1992 mut. mo XBarosoii, XsieoaukoBoi, 2001] [31; 59].
ComracHO JTaHHBIM TJIABHOTO JIETCKOTO O(TaIbMOIIOTa
M30 Vkpawuns! k.M.H. FO.bapuHosa, B Ykpanne 20 ThIC.
HEJOHOLIEHHBIX feTel. [[pupoct nokazarenei caenoTsl
Benencteue PH — 200-300 neteit exxeromauo [7].
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IIpuBeneHHbIE JaHHBIE O KIMHUYECKOW U T€HETH-
YECKON CTPYKTYype HACJEICTBEHHOM IaTOJOTHUHU IJIas3,
UX TSKECTH, PACIPOCTPAHCHHOCTH M BO3MOXKHOCTH
MEIWIIMHCKONH peaOMIuTaIlNy YKa3bIBaIOT, YTO Ha-
CJe/ICTBEHHAsA NATOJOTHA TIJa3 B HACTOAIIEE BpeMs
ABTISIETCA CJIOKHOM M Cepbe3HOM Bemymieil mpobieMoit
O TATBMOJIOTHH.

JluarHocTuka HacJIefICTBEHHOM MATOJIOTMH IJ1a3.
JmarHoctika HacleICTBEHHBIX 3a00JI€BaHNH SBISACTCS
OTBETCTBEHHBIM 3B€HOM CIIOKHOTO MHOTO3TAITHOTO TIPO-
1ecca IpeaynpexIeHuS pOXKICHU peOeHKa ¢ HacIe-
CTBeHHOI marosnoruei [60]. BeisiBineHne 00IbHBIX ¢ Ha-
CJIEICTBEHHOM ITaTOJIOTHEH, 0COOEHHO JIETEM, — 0CHOBA K
Havajio BCeX MEPONPUITUI MEAUITMHCKON reHeTuku. B
WX YUCIIO BXOAAT: BEISIBIICHHIE CEMEH C HaCIeJCTBEHHON
OTSTOIIEHHOCTHIO, N3y9YEeHNE HACIIEACTBEHHBIX O0JIe3HEH
B ITOITYJISIINSX YETIOBEKa, INTAHUPOBAHUE W OPTaHU3AIINs
MEINKO-TEeHETHYECKON ITOMOIIH, OpTraHU3aIis BCEX
BHJIOB PEAOITUTAIINH JIUI] C OTPAaHUIEHHBIMH BO3MOXK-
HOCTSIMH BCJICZICTBHE HACIIECACTBEHHO MTaTOIOTHH, OTIpe-
JIeJICHIE TIEPCIEKTHB TEOPETUIECKIX HCCIECOBAHMUH.

Bnaromapsi cCOBpeMEeHHBIM METOJaM ITHArHOCTHKH
KOJINYECTBO T€HETHYECKH JCTCPMUHHPOBAHHBIX 3a-
0oJIeBaHMIA T71a3 YBEITMYMBACTCS 3a CIET YCTAHOBICHUS
HACJIEICTBEHHOTO XapakTepa 3ab0ieBaHn, KOTOPBIE 10
HACTOSIIIIETO BPEMEHH CYUTAINCh HEHACICICTBEHHBIMH,
a Taroke OJaromapst BBIIBICHUIO HOBBIX KIMHUYECKHX
(hopM OTHOTO M TOTO Ke 3a00IeBaHMUs; YTOUHEHBI THITHI
HaclleJOBaHUs paHee M3BECTHBIX 3aboneBaHuit [61].
Tak, Hanpumep, B 0(hTaIbMOTEHETHKE B HACTOSIIEE
BpeMs 3apEeTHCTPUPOBAHO 32 KIMHUYECKHE (HOPMBI
M30JIUPOBAHHBIX KaTapaKT, KOTOPBIM COOTBETCTBYIOT 56
TeHEeTUYECKHUX BapUaHTOB [62].

B Vkpaune nuarHocTuka HacleACTBEHHBIX 3a-
OoneBaHUi perimameHTHpyeTcs Yka3zom [Ipesnmenta
«IIpo ymockoHaIEeHHS MEIUKO-TeHETHYHOI JOMOMOTH
B Ykpaini» (Ne641/84 ot 31.12.2003 r.). B VYka3ze, B
YaCTHOCTH, OTMEUCHA Ba)KHAs POJIb «CBOCBPEMEHHOTO
BBISIBJICHUSA JIUIL C BpO)KlIeHHOﬁ )5 HaCHe}ICTBeHHOﬁ
MATOJIOTHEH, B TOM YHCIIE MPEHATAIBEHO; TIPOBEICHIE
BepU(DUKAIHI TCHETHYECKOTO TUArHo3a ¢ MCII0Ih30Ba-
HHEM COBPEMEHHBIX METOIOB THAarHOCTHKH. BEIsIBIICHIE
JIUII C TIOTO3PEHUEM Ha HACIIC/ICTBCHHYTO U BPOXKIICHHYTO
MIATOJIOTHIO OCYIIECTBISIETCS IPEUMYIIIECTBEHHO B ITEp-
BUYHBIX YUPEKACHUAX MEIUKO-CAHUTAPHOW ITOMOIIH
BpayaMu OOMIEro MPOQHIsL U CICHHAINCTAMH Pa3HbIX
CHCTIHATHHOCTEHY.

3akawuenne. [IpoOaeMbl MEIUITMHCKON TEHE-
THKH — 3TO 00IIedenoBedeckie mpobiaemMsl. 3amaqn
MEIUIUHCKON TEHETHKH, KOTOpast OBICTPO U YCHEIITHO
pa3BUBACTCS B MOCIICAHUE ICCATHIICTUS, — COXPAHCHHE
3I0POBBsI HACEJCHUS W W30aBIICHUE YEJIOBEYECTBA OT
rpy3a HacleJCTBEHHOW MaTOJOTUH, NMPUBOISIIIEH K
TSOKETBIM TTOCITIEICTBUSAM ¥ COIHMANBHBIM IpoOieMam.
B VkpawHe MenuUUIMHCKAs TE€HETHUKA Pa3BHUBACTCS B
2-X HampaBlICHUAX: TEOPETHUECKHE HCCIEAOBAaHUSA U
MPAaKTUYECKas peaTn3anus JOCTIKCHUH TeHeTUKU. DTU

OB30PbI

3a/laud PerNIaMEHTHPYIOTCS TOCYIapPCTBEHHBIMH IIPO-
rpaMMaMH ¥ 3aKOHOJIAT€IIHbHBIMH aKTaMH.

B ocHOBHOM HacieICTBEHHas MATOJOTHS a3
MaHH(ECTUPYET PH POKICHUN U B IETCKOM BO3pacTe.
CBoeBpeMeHHas JHAarHOCTHKA HACIEACTBEHHON aTOIIO0-
TUM SIBJIIETCSA HA4aJoM BCEX NEHUCTBUH IO MPeLynpex-
JICHUIO POKACHUS OOJBHBIX NeTel. B ocymecTBieHNn
paHHE# THarHOCTHKH TJ1a3HBIX 3a00JICBAHUI OCHOBHAS
poJb OTBOAUTCS odTaiapbMoioramM. Bee OonbHBIE ETH,
B TOM YHCJE W HOBOPOXKACHHBIC, SBIIOTCS MX MAIlH-
eHTamu. braromapst 3ToMy, METOIOM «IIPOCEHUBAHII)
MOYXHO BBISIBUTH MAaKCUMaJIbHOE KOJHYECTBO OOIBHBIX
HacJIeICTBEHHBIMU 3a00JIEBaHUIMU U OINPEACIHTH
CEMBbHU-HOCUTENIH T€HETUYECKH NEeTCPMUHHUPOBAHHON
0 TaTBMOIIATOIOTHH.

Joctmxenus opTaasMOT€HETHKH, TOCYIapCTBEH-
HBIE TIPOTPAaMMBI 110 YCOBEPIICHCTBOBAHUIO THArHO-
CTUKH, JICYCHUIO U MPO]IIIAKTHKE HACIEICTBEHHBIX
3a00J1eBaHUM 17143, HAIMIHE CIIOKHON OpraHM3aiOHHOM
CHCTEMBI TEHETHYECKOTO KOHCYIBTUPOBAHUSA, K CO-
KaJICHHUIO, HEAOCTATOYHO PEaTH3yIOTCs B IPUKIIaTHON
oprampmoreHeTruke[63]. TlomoOHOE MONMOXKEHNE U B
PD[2;23;64].

BrisiBnenne npudMH, TPUBOASIINX K CICHOTE H
CJIa00BUIEHUIO BCIIEICTBUE HACIEACTBEHHEIX 3a001€e-
BaHUH, onpeneneHue d3QPEKTUBHOCTH MPOBOTUMBIX
MEpPONPUSITUM, TIJIAHUPOBAHUE MEPONPUSITUMN 1O Me-
JNUIIMHCKON peabuiIuTaIuu JeTel ¢ HacIeACTBEHHOM
MATOJIOTHEH I71a3 OCHOBBIBAIOTCS HA H3YYCHHUH CTPYK-
Typbl HACJIEACTBEHHOM IaTOJOTMM INa3 y JeTeH, co-
CTOSIHUSI UX MEIHUIIMHCKOW peadMINTaIluu U JSTCKOM
WHBaJUAHOCTH. VI3ydeHHEe 3THUX BOIPOCOB SBISETCS
000CHOBAHHBIM.

BaxHol mepcrieKTHBHOW 3amadei sSBiseTcs: o0e-
CIICYCHHE BO3MOKHOCTH POXICHUS 3TO0POBBIX JICTEH Y
JIMII C HACJIEACTBEHHOM OTATOIEHHOCThIO. Peann3atus
9THX IeNIel OIpenenseTcs] COBPEMEHHBIMH MEIUIIH-
CKMMH BO3MOXKHOCTSIMU. B pelieHnn 3Tod mpoOieMbl
GOITBIITYTO PONTB OJHKHBI CHITPATh BPAaYH-0(TaIBMOJIOTH,
0c00EHHO Te, KOTOphIE paboTaOT B CIIEITHATN3UPOBAH-
HBIX YUPEXKICHISIX IS CIIEIBIX M CTIa00BHIAINX. DTOT
BOIIPOC TpeOyeT HaydHOTO 00ECIIEYeHHUS 1 IIPUKIIATHBIX
000CHOBaHHBIX peKOMeHIaui. Bee mepeuncieHHbie
BOIIPOCHI OTIPE/IEIICHBI KaK aKTyaIbHBIE B TOCYAapCTBEH-
HBIX 3aKOHAX W MOJ3aKOHHBIX aKTaX.

PeanucTuuHblil aHANU3 HAyYHBIX JOCTHUXKEHUU
0(pTaNbMOTCHETUKH TIOKA3BIBACT, YTO «U3BEYHAS IO-
POYHAsD IETIh BOCTIPOU3BOICTBA BPOXKIACHHON CIICTIOTHI
MOXET OBITh IPEepBaHa JOCTIKCHUSAMHI T€HETHKU B 000-
3pUMOM OyIyIieM.
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