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PE3HOME

Llenb. 3y4nTb pazHoo6pasune KIIMHNYECKOr0 CeKTpa 1 pacnpoCTPaHEHHOCTb HACNEACTBEHHON 0(PTanbMONaToNorMy AeTCKOro
HaceneHns B 12 paiioHax PoCTOBCKO 06nacTu.

MeToabl. [poBeAEHO ANUAEMUONOrMYECKOe MCCNe0BaHNe HACNEACTBEHHOW 0(DTanbMONAToNornu nonynauum PocToBCKOM
o6nactu. YncneHHocTb HaceneHns o6cnenoBaHHbIX 12 panoHos o6nactn — 497460 yenosek, u3 Hux 97345 petwn (0-18 ner). He-
3aBMCKMO OT BO3pACTa 415 0T60pa NaLMeHTOB UCMONb30BAH OPUrMHANBHBIA NPOTOKON reHETUKO-3MMAEeMMONIOrNYeCKUX ccneoBa-
HUI, pa3paboTaHHbIi 60nee 30 neT Ha3az B 1a6OPATOPUM reHeTUYeckoil anuaemuonoru MeLnko-reHeTM4eckoro Hay4Horo LeHTpa
PAMH.

Pesynbratbl. B rpynne feTCKOro HaceneHms BbigBNeHo 84 60NbHbIX U3 72 cemel. Hanbosnee 4acTo AMarHOCTUPOBAHbI Pa3nny-
Hble (DOPMbl BPOXAEHHbIX KaTapakT (36,1%), BpOXAEeHHbIA ropn30oHTanbHbIN HUcTarm (18,0%), MOHOTreHHbIe NOPOKM Pa3BMTUSA rnasa
(15,6%), BpoXAeHHbINA NT03 (15,6%), HacnencTBEHHbIe AUCTpodun ceT4aTku (9,6%). 061ias pacnpoCTpaHEHHOCTb HACNEACTBEHHbIX
3a60/1eBaHNI1 rNa3 cpeau B3POCNOro HaceneHns coctasuna 2,42+0,25, cpeam aeteit 8,63+0,94 Ha 10000 yenoBsek.

3akntouenue. [poBeeHNEe FEHETUKO-3NNAEMMONOTMYECKIX NCCNEA0BaHUA 6y[eT CNOCO6CTBOBATH YNYULIEHUI0 0(hTanbMOono-
FMY4€CKON U MeANKO-TeHETNYECKOM MOMOLLY HACESTEHNIO.

Knioyesbie cnoBa: HacneACcTBeHHaA OdeaﬂbMOI'IaTOJ'IOFVIﬂ, pacnpoCcTpaHeHHOCTb, KNUHUYECKNIA I'IOJ'II/IMOpdeISM
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Purpose: To study the diversity of the clinical spectrum and prevalence of hereditary ophthalmopathology child population in 12
districts of the Rostov region.

Appec: 115478 MockBa, yn. Mockeopeybe 1; dakc: (495) 324-07-02
8 HoHTaxTHaA nHdopmauua: Hupeesa Onbra JleoHnpgosHa, acnvpaHT nabopatopun reHeTudecHon anugemvonorun MeguHo-
reHeTuyecKoro Hay4Horo ueHTpa PAMH, Mocksa, Poccus; e-mail: renazinchenko@mail.ru



Methods: We conducted an epidemiological study of hereditary ophthalmopathology population of the Rostov region. The popula-
tion surveyed 12 districts of the region — 497460 people, including 97345 children (0-18 years). Regardless of age for the selection of
patients used the original protocol of genetic-epidemiological studies, developed over 30 years ago, in Genetic Epidemiology Labora-

tory Medical Genetic Research Center.

Results: In the group of the child population identified 84 patients from 72 families. The most commonly diagnosed congenital
cataract various forms (36.1%), congenital horizontal nystagmus (18.0%), monogenic defects eyes (15.6%), congenital ptosis (15.6%),
hereditary retinal dystrophy (9, 6%). The overall prevalence of hereditary eye diseases among the adult population was 2.42+0.25,

children 8.63+0.94 to 10,000 people.

Conclusion: Conducting genetic epidemiology studies will improve eye health and medical genetic care.
Key words: hereditary ophthalmopathology, the prevalence of hereditary diseases, the clinical polymorphism
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PasBuTHe BBICOKMX HAYYHBIX TEXHOJIOTHUII CIIOCO6-
CTByeT BCe GOJIbIIIell MHTETPALUY T€HETUKU CO BCeMU 00-
NacTSIMU MERMUVHBI, U OPTaNTbMONIOTYS He SIBISAETCS WC-
kmodeHneM [1-3]. CoBpeMeHHBIe [OCTVDKEHUA MOJIEKY-
JISIPHOU OMOJIOTMM HOATBEPXKHAIOT HACTIENCTBEHHYIO 9THU-
OJIOTHIO TaKMX 3a00/IeBaHMIT T71a3, KaK MOPOKM PasBUTHS,
BpPOXXJIEHHbIe KaTapaKThl, I7TayKOMa, paHee CYMTAaBIINXCH
MICK/IIOYNTENIbHO CIIeICTBMEM MENCTBUS 9K30T€HHBIX (ak-
TopoB. Kartamor HacnefcTBeHHBIX 6O/Me3Hell BBITAIOIIErO-
cs1 yaeHoro B.A. MakkbiocuKa COEep)XNUT ommcaHue 6o0-
nee yeM 300 Ho30MOrMYeckux GopM M30MIMPOBAHHOIN MO-
HOTEHHOIT TTaTO/TOTHM I71a3 [4].

Braromapst rnob6anpHeiM mHuimarreamMm BO3 uHTe-
pec x HacnmencTBeHHON odranpmonaronoruyu (HO) u Ha-
CTIe[ICTBEHHOI IMAaTOJOTUM B LI€JIOM TONBKO BO3pacTaeT [5,
6]. Ha mpoTsxeHNN NOCTIeTHNX OBYX AeCATUIETHII IIPOBe-
TeHbl MHOTOYNCIEHHbIE MCCIeJOBAaHNUA CTPYKTYPbI CIIeIOo-
TBI, COIIACHO KOTOPBIM [O/ISI HaC/eNCTBEHHBIX 3abomeBa-
HUI I71a3 B pa3HBIX CTPaHaX cOCTaB/IsAeT oT 11 o 84% [7-9].
B HEKOTOPBIX CTpaHAX CO3MAHBI CIELNAbHBIE PETUCTPHI
mnA crensix [10], B [pyrUX MCCIefOBaHMAX aBTOPHI IpH-
BOJIAT 3HAYEHMSI YACTOT HACIENCTBEHHBIX OOJe3Hell, pac-
CYMTAaHHBIE HA KOMMYECTBO HOBOPOXKIEHHBIX [11]. B 60mb-
IIMHCTBE C/Iy4aeB MCTOYHMKAMU WH(pOpMALMU CIyXKaT
MCCNIelOBAaHMA, NPOBENEHHBIE B IIKO/MAX Cembix. Kax-
OBII 13 METONOB MMEeT CBOM OTPAaHWYEHMSA U HeOCTaT-
KM, IO3TOMY IpUBeNEHHbIE LUQPBI, He CHIDKAs UX I[eH-
HOCTY, JOCTAaTOYHO CJIOKHO MHTEPHpPEeTUPOBATb, U I/IaB-
HO€, OHJM He MOTYT IOTHOCTBIO OTPas3UTb PernOHaIbHbIE
U 9THUYECKMEe OCOOEHHOCTU Tpysa, YaCTOT T€HOB U CIIEK-
Tpa 3a6oneBanmit HO. BaxHO OTMETNTD, YTO [jaXke HaKO-
IJIEH/e OTPOMHOIO Marepuaja IPOBENEHHBIX UCCIENO0Ba-
HUIT He B COCTOSIHUY PEIINTh IPOOIeMbl TeHeTIIeCKOIl re-
TEPOreHHOCTY HAC/TeCTBEHHDBIX 3a00IeBaHMIT OpTaHa 3pe-
HMA U BBIPa)XeHHBIX TePPUTOPMALHBIX pa3Inymii B 4a-
CTOTaX KaK OTHENbHBIX MyTaluif, TAK ¥ CAMUX I'eHOB B PO,
9TO 3HAYUTETBHO 3aTPYAHsIET PaspabOTKy MOIEKY/SPHO-
reHeTNYeCcKoil BepuduKaIum OTAe/NbHBIX HO30/IOTYeCKUX
¢opm. IlpuMepoM MOLYT CIYXXUTb MCCIELOBAHN, IIPO-
BefleHHble B CeBepHON AMepuKe 1Mo 8-MM TeHaM, CBA3aH-
HBIM ¢ amaBpo3oM JleGepa, KOTOpBIe TIOKA3a/IN, YTO MYyTa-
L[/, OTBETCTBEHHBIE 3a PA3BUTHE 3TOTO 3a60/TeBaHIIS, BBI-
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ABneHbl B 30% cnydaes. Y nmanueHToB u3 IOxxuoi VHauN
9TU >Ke MyTanuu 6s1M 06HAPy>KeHBI MUIIb B 2,6% Crryda-
eB, a GaKTIIeCKHU TOIBKO Y OZHOrO 60bHOrO [12].

YuurbiBas BBIIIEN3I0KEHHOE, BHELPEHNE IIOTHOLEH-
Holt npeHartanbHol JHK-guarHocTukm B HOBCEJHEBHYIO
IIpaKTUKy odTanbMolIOora B HacTOsALlee BpeMs 3aTpyjHe-
HO. B cBa3M ¢ 4em, momHOMaciuTaOHblE Te€HETUKO-IIIMIE-
MIOJIOTMYEeCK)e UCCIeHOBAHNUs MHOMyAALuil mpuobpera-
10T 60JIBIIIOE HAYYHO-IIPAKTUYIecKoe 3HadeH1re. CKpUHUpy-
I0Ilasg METOAMKA IMONY/IAMOHHOIO MCCIeNOBaHNA T03BO-
nsieT (OpMMPOBATH TOTANBHYIO BBIOOPKY OOIBHBIX Cpe-
IV BCEro HACeTeHMs], YTO HeOOXORMMO MJIsi MONydeHUs
TOYHBIX JIAHHBIX O PacIPOCTPaHEHHOCTM U CIEeKTpe Ha-
C/IeICTBEHHBIX 3ab0/meBaHml. AKTMBHOE BBISIBIIEHNE paH-
Hell ¥ DOKIMHNYECKOM cTaguil 3a60/IeBaHN B COYeTAHNN
C aJIeKBAaTHBIM ITAaTOT€HETUYECKUM JieueHleM BIIOTHE MO-
XKeT CIocOoOGCTBOBATh OTHANEHMIO CPOKOB HACTYIUICHMUS
C/IENOThl M MHBAIMAMU3ALNY, & TAK)XKe IPOBENEHNI0 COLM-
A/IbHO-OPMEHTUPOBAHHBIX INPOrpaMM afanTaluy Malu-
enToB [13]. Kpome TOro, BO3MOXXHO cO3/jaHMe MERVIIVH-
CKOT'O PEernoHajbHOTO PEerUCTpa HaC/IeACTBEHHON IaTo-
JIOTUY, YTO, B CBOIO OdYepe[b, MOBBICUT YPOBEHb Npodu-
JTAKTMYECKONM ITOMOILIM HACeTe€HUI0 KOHKPETHOV IIOIyJIA-
nun. B Poccniickoit ®epepaunn HO B cTpykType 06rmeit
3abomeBaeMocTy I71a3 BbisiBeHa B 30% [14-17] cpemu nmun
IETCKOTO M MOJIOLOTO BO3pacTa U cocTrapiaseT or 11,3%
zo 30% ciyvaes [18, 19].

Hacrosimas my6nmkanus IOCBALIEHA M3YYEHUIO pas-
HOOOpa3usi KAMHUYECKOTO CHEKTPa M PacIpOCTPaHEHHO-
CTU HAC/IEICTBEHHOI MATOJIOTUM I71a3 CpegU LETCKOrO Ha-
ceneHysA B onynAuuu Pocrosckoit obmacTi.

MATEPUATJbI U METOAbI

[IpoBefieHO TeHETUKO-3MUAEMUOIOTUYeCKOe JCCTIe-
JIOBaHIe BCeil HacaencTBeHHON naTonorun (Bkiaogas HO)
y Hacenenusi 12-tu paiioHoB PocroBckoit obmactu (Llum-
naHCcKuit, Bonrogonckoit, Lenmnuckuit, Eropnbikckuit, Ta-
pacoBckuit, Mwumneposckuit, Pognonoso-Heceraiickuii,
Marseeso-Kypranckmit, JyOoBckuit, 3MMOBHUKOBCKMIL,
Kpacnocynuuckuit, MACHUKOBCKUIL pajioHbI), 00Ielt duc-
neHHocThi0 497460 uemoBek (97345 pereir). O6cnenosa-
HUIO TIOJJIEXKA/IO BCEe HACe/IeHMe M3Y4YEeHHBIX 12 pajioHOB,

HosonormyecKkuin cnexkTp ¥ pacnpocTPaHEHHOCTh...



Ta6bnuua 1. CnekTp M pacnpoCTPaHEeHHOCTb HacneACTBEHHOW OMTanbMO- KO-T€HETHYECKOTO HAayYHOIO IeHTpa
narosiormv cpeamn OEeTCKoro HacesneHus B 12 paroHax Poctosckon obnactm  PAMH 6osnee 30 seT Hasaf. ITporokon
(Ha 10000 4enosek)

BKJIIOYAa€T TpM OCHOBHBIX HaIlpaBjie-

HUS WCCAENOBAHUIL: MEIUKO-TeHeTU-
Ne oMM [lnaruvos PacnpocTpaneHHoCTb .
YeCKOe M3Y4YEeHNE IIOMY/IALNIT, OL[E€H-
AJll-HacnencTBeHHas othTanbMonaTonorus Ka TeHeTMYECKON CTPYKTYpPbl Ha OC-
1 116800 Bpox[eHHas 30HyNspHas KaTapakta 1,03 HOBaHMHI He6M0310queCKMX METOn0B
IIOIY/IALIVOHHON CTaTUCTUKU ¥ aHa-
2 116200 BpoxzieHHas nbinesnaHas Katapakrta 0,21 ms3a HHK-HOHMMop(I)MsMOB. YacTpio
& 115650 BpoxaeHHas nepeaHenonspHas karapakra 0,1 9TOTO IIpOTOKOMA ABIAETCA MENUKO-
reHeTM4YecKoe 0OC/IeoBaHMe Hacee-
4 . BpoxaeHHas karapakta 0,31 HIUA, TpefycMaTpuBalolliee BbIABIIE-
5 601286 BpoxzeHHas aTunu4Has karapakra 0,1 HUE IIMPOKOTO Kpyra HAC/ICACTBEH-
uoit maronorun (HIT) — 6omee 2500
6 116150 BpoxaeHHas katapakta ¢ MUKpPOKOpHea 0,21 HO30/IOTMYECKMX HaVMEHOBaHMIL,
7 268000 TPA (MMTMEHTHBIN PETUHUT) 0,1 B TOM YHCJI€ BECh CIIEKTP M3BECTHOI
HO, xak msonuposaHHOII (oxomo 200
8 * TPA 6e3 nurmenTa 0,31 .
¢dbopmM), Tak U BXOAAIIEH COCTAB Ha-
9 605512 bonesHb WTaprapara 0,1 CIIeICTBEHHBIX CUHIPOMOB I 3abore-
BaHum [20-22]. YHUGULIMPOBAHHOCTH
10 * TPA ®paHyeckeTTn 0,21 ! ] (1) wp
METOJOJIOTUM MCCIIEOBAHA II03BO-
1 156850 MukpodhTansm ¢ katapakTo 0,1 JI€T OIpeNeNnTb He TOJIbKO Tpy3
ac -
12 | 611638 | Mukpochransm KonoGomaTosHbii 01 " pasHoo6pasue HACTENCTBEHHMIX 32
6o/eBaHMIT, CPABHUTH PE3y/IbTATHI,
13 165550 unonnasua ancka 3puTeNbHOro Hepea 0,1 MO/Ty4eHHblE B KOHKPETHOM ITOIYJIA-
14 120200 BpoxpeHHas kono6oma paayxku 0,21 WK C paKee M3YIEHHHIMI, HO U Gr1a-
rofgapsi aHa/lIu3y MOMYIALMOHHBIX Xa-
15 106210 | Annpuans 031 paxrepuctuk u JTHK-mapkepos ompe-
16 178300 BpOXIeHHbI NT03 12 [EeNUTh OCHOBHbIE MEXAHU3MBbI, Pery-
mpyomue (GopMuUpOBaHUE MEJUKO-
17 164100 BpoXeHHbIA HUCTArm 1,13 TeHEeTUYECKNX XaPAKTEPUCTUK TIOTY-
AP-HacnefcTBeHHas 0(iTanbMoNaTonorus AALNN.
IIpu c6ope MeRUKO-TeHeTNIECKO-
! LI G L e e ro Marepuaja, OCHOBHBIM MCTOYHMU-
2 204000 Awmaspos Jle6epa 0,10 KOM peructpanum ABaA/Iach CICUN-
aJibHasl aHKeTa, IpeACTaBaAgoIas Co-
3 o TPA Tn ®paHyeckeTTyn 0,10 .
6011 mepevenp cumnromos HII, xorto-
4 231300 BpoxpaeHHas rnaykoma (6yranbm) 0,31 py1o 3amONHANIN BCEe Bpayu U (l)enb-
nrepa 06cnegoBaHHbIX paitoHoB. O6-
5 600975 BpoXxaeHHas nHaHTuNbHAsA rnaykoma 0,10 aiep A P
paboTka MaTepuaga POBOAMINCDH
6 212550 MukpochTanbm ¢ KaTapakToii 0,31 B COOTBETCTBMUM C IIPOTOKOJIOM WC-
7 610092 MukpodTanbm Kosio60MaTo3HbIN 0,10 crepoBanuit (23]. PerMCTpaLEMH Tatm-
€HTOB Obl/Ta MHOKECTBEHHOIL, TO €CTh
8 206900 AHohTanbm 010 UCIIONIb30BA/IOCh HECKOTbKO JCTOY-
9 257400 BpoxeHHbIA HUCTarm 0,31 HUKOB MHopMaLIt 0 GOMbHBIX (aH-
KeTUPOBAHME MEIUIMHCKIUX PpaboT-
X-cuennexHHas HacneACcTBEHHAsA o(hTanbMonarTonorus HUKOB 00C/IeI0BAHHBIX Honynﬂum?[;
1 310700 | BpoxmeHHsiit HuCTarm 010 nroxymentsl  BMC3, COBEC;  pan-

Mpumeyanue: * — T04HO He yaanoch yctaHoBUTb Ne no katanory MkKetocuka; ** — TPA — Ta-

NeTo-peTuHanbHas abnoTpouns.

HE3aBJMCUMO OT BO3PAacTHON KaTeropuy, U IPOBOAUIOCH
B COOTBETCTBUM C OPUTMHAJIBHBIM IIPOTOKOJIOM T€HETN-
KO-3II1JIeMIOIOTMYeCKIX UCCTIeOBaHMIA, PaspaboTaHHBIM
B /1abopaTopuu TeHeTMYeCKON smupeMuonoruu Menu-
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HbI€ W3 CIEUNMA/IN3VPOBAHHBIX [O-
MOB MHTepHaTOB PocToBCKOIl 0671a-
crn). Ilpn mopage cBemeHMit 0 6O/b-
HBIX C IJIA3HOJ IIATOJIOTMeEl ycmoBueM otbopa 6bio mc-
K/II0YE€HME 9K30T€HHDIX IIPUYMH ITOPAKEHNA I'/1a3 (TpaBMa,
I/IH(beKLU/IH, II€pyHaTa/jibHasA IIaTONOTNA, BO3pAaCcTHbIE W3-
MEHeHMN U Ip.).

0. L. Hireeva et al.
The clinical spectrum and prevalence...



ITocme Toro, xak Obuta monyde- Ta6nuua 2. PacnpocTpaHEHHOCTb U30NMPOBAHHON HacneACTBEHHON odTarb-
Ha B mHQpopManus o 6OmbHBIX, co- Monaronoruum (Ha 10000 Hacenexusi/aeTer) B 12 paioHax PocToBckomn o6nacTu

CTaBsach enuHas 0asa [aHHBIX,
IpefcTaBsomas coboit CImcox ce- Pacnpocpa- Hncnen- Pacnpocpa-
PUlI = YucneHHocTb HEHHOCTb HOCTb HEHHOCTb M30-
MeN ¢ IPENIONOXUTENbHO HAC/IEeN- Paiiox B3pOCJIOrO U30JIMPOBaH- JeTcKoro NMPOBaHHOI
CTBEHHBIMM 3a00JI€BAHUAMIU, HYX- HaceneHus HOW ohTanb- HaceneHus othTanbmona-
HAaWNUXCA B Oojee IeTaIbHOM OC- MONaTonoruu (0-18 nert) TONOrnMn
MoTpe. KOHCYMBTalma Kaxporo ma- |y unauciup 29428 3,40+1,07 6670 11,99+4,24
LMeHTa C IpejIoiaraeMoll Hacjen-
CTBEHHOIl IIaTONIOTUEN OCYIIECTBIsA- Bonropoxckuit 24245 2,89+1,09 6515 15,35+4,85
JIach TPYIION CIeNMANINCTOB (TeHe-
TUK, Teauarp, odTaabMOTIOL, HEBPO- Llenuxckuit 31741 3,151,00 7089 8,46+3,45
I1aTOJIOT, OPTOIIENl, NEePMATONIOT, OTO-

p o Aep Eropnbikckuit 28714 5,22+1,35 8886 3,38+1,95
JIApUHTOJIOT). 3aTeM, IIPU IIOJTBEPIK-
ACHMN  HACIENCTBEHHOTO  XapaKTe- | Tapacopckmit 25258 4,75+1,37 8061 11,1623,72
pa 3abomeBaHusA B 0053aTETBHOM II0-
pAlKe OCMaTPpUBAINCh BCE Y/IEHDI €T0 Munneposckui 61826 0,97+0,40 13375 10,47+2,80
CeMbH C COCTaBJIEHNEM POJOCIOBHOIL. uv
O ranbMONOruyecKuii 0CMOTp IaLy- PoanoHoBo-HecseTaitckmii 19184 2,61x1,17 4358 22,95+7,25
CHTOB BIJHOYAT BIUSOMETPIIO, OIIpe- MartseeBo-KypraHckuit 37649 2,390,80 7926 15,14+4,37
HeneHne GMHOKY/ISIPHOTO U I1[BETOBO-
ro 3peHus, peppaKTOMETPUIO, Kepa- | [ly6oscKuit 18894 2,12+1,06 4291 4,66+3,29
TOMETPUIO, OMOMMKPOCKOINIO, O-
Ta7IbMOCKOIINIO, IEPUMETPUIO, TOHO- 3MMOBHUKOBCKUI 30159 1,66+0,74 7912 1,26+1,26
merpuo. Ilpu meobxomimoctit go- K i 6353 2,06£0,57 14594 5,4811,94

+ +

obcnenoanns (OOV, V3U, penrren pacHoCynHCKu S s
W Ap) u pudQepeHuMaNbHOM AN | yiacuywopckui 29764 0,3420,34 7668 1,30+1,30
THOCTMKM YacTb IAIME€HTOB HAIlpaB-
NATUCh B KIUMHUKYU PocroBa-Ha-Jlony Bcero 400115 2,42+0,25 97345 8,63+0,94
1 MOCKBBL.

I NoATBep)KIeHUs  Hac/lefl-
CTBEHHOI'O XapaKTepa MaTOJIOIUIl BeCh
MaTepuasn IOJBEPrajacs CerperalyoH-

Ta6nuua 3. CTpykTypa rpy3a M30AMpOBaHHOW HacneacTBeHHOM odanbmona-
Tonorun (Ha 10000 HaceneHus/geTen)

HOMY aHaju3y, 1ie/ib KOTOPOTO 3aKJII0- PacnpocTpaHeHHOCTb HacNeACTBEHHOW O(hTanbMONaToNoOrum
YaeTcsi B MaTeMaTMIecKoil IpoBep- Cymapran
Ke IpaBMJIbHOCTU OTHECEHUs ceMell B3pocnoe Ha- Al AP X-cit pacTpOCTpaHeH-
¢ HO x ompejieNieHHOMY THUITy Hacie- cenetme TG
AOBAHIA (ayTOCOMHO-JOMUHARTHOMY, 497460 1,85:0,21 0572012 - 2,42+0,25
ayTOCOMHO-PeIleCCMBHOMY U X-Cliell- ' ’ ’ ' ’ ’
JIEHHOMY), @ TaKXXe B OIIpee/leHNN NerckoelHas Cymmaphas
momu (M 4mcma) Coopagmveckux (He- cenenme AR AP X-cu pacnpocTpaneH-
HACJIe[ICTBEHHBIX) CIy4aeB B paccMa- Hocte
TPpUBaeMOM Marepuaje [24-26]. IIpen- 94924 5,96+0,78 2,57+0,51 0,21+0,21 8,63+0,94
BapUTENBHO U3 aHAIM3a ObUIM MCKITIO- Mpumeyanne: AP — ayTOCOMHO-PELECCUBHbIA TUM HacnepoBaHus; ALl — ayTOCOMHO-

YeHbI CEMbI C TOYHO dK30TE€HHOI npu- AOMUHAHTHBIA TUMN HAaCNEA0BaHNS

ponoit 3ab0/eBaHNA U CTy4au XpOMO-

COMHOJI TIATOJIOT MY COYETAIOLIENCA C IATONIOTHEN I71as, fua-  [AMarHOCTMpoBaHa y 181 6onpHoro (116 cemern), ns Hux 84
THOCTUMPOBAHHbIE C IIOMOILbIO UTOT€HETUYECKUX UCCeNO- IalMeHTa U3 72 ceMell B Bo3pacTe fo 18 jiet, 4TO cocTaBis-
BaHMI B MeIMKO-reHeTHYeCKOM KOHCYnbTauum I. PocToBa- €T 46,4% OT BCeX BBIABIEHHBIX M3ONMPOBAHHBIX HaCIe]l-

Ha-/lony. CTBEHHBIX IIOPa>KEH NI I71a3.
Cnextp HO cpenn meTckoro HaceneHms IpefcTaBieH
PE3VYIbTATblI N OBCYHHOEHUE B Tabnuie 1. ITokasarenbHO mpeobmajaHme ayTOCOMHO-[0-

[IpoBemeHO KOMIIZIEKCHOE TEeHETUKO-3NMIEeMUONOr- MUHAHTHON (A]l) maTonoruy Haj, ayTOCOMHO-PeLecCHB-
yeckoe yccnefosanne Beeit HIT B 12 paitonax PocroBckoit  Holt (AP) u X-cuemtennoit (X-cI1.) Kak IO KOTMYECTBY HO-
obmactu. B pesynbraTe, HaclefCTBEHHAs! MATOMOTUA I71a3  30/I0TMYECKUX GOPM, TaK U IO YUCTy 60nbHBIX. /151 6071b-
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IIMHCTBA POCCUICKUX TONYNANMI 5Ta TE€HNEHLUUA CYU-
TAeTCsl XapaKTepHOit [27], 4TO 03HaYaeT Hajan4due B 6ONb-
LIMHCTBE CeMeil BBICOKOrO pucka (50%) mosiBmeHus 607mb-
HBIX leTell B TIOC/IeA YO NX MOKOTEeHNAX.

CTpyKTypa U BKJIaJi OCHOBHbBIX HAC/I€/ICTBEHHBIX IPU-
YUH MHBATUAHOCTHU 110 3pEHUI0 BO MHOTOM 3aBVICUT OT CO-
L[MaJIbHO-9KOHOMIYECKOTO  pa3BUTUsA peruoHa (crpa-
HBI) ¥ YPOBHsI MHOpMAMHIA (4aCTOTHI KPOBHO-POACTBEH-
HBIX 6pakoB) [21, 28-30]. Hanbonee 1acTo cpemm meTcko-
ro HacemeHusi 12 paitoHoB PoCTOBCKOI o6mactu guarHo-
CTUPOBAHbI pa3nuyHble GOPMBI BPOXKIEHHBIX KaTapaKT —
36,1%, BpO>K/IeHHDBII1 TOPU30OHTAIbHbIN HUcTarM — 18,0%,
MOHOT€HHbIE TIOPOKM DasBUTUA I/Nasa — 15,6%, Bpox-
IEHHBII IITO3 BepXHero Beka — 15,6%, HacleqCcTBEHHBIE
muctpodun cervarku (HIC) — 9,6% (tabn. 1). IIpn ana-
JIM3€e CHEeKTpa BCETO OOC/IETOBAHHOTO HacenmeHus (Cpenu
B3POC/IBIX M JieTel) Bepyuieit Hosomoruei asmsanuch HIIC
(1,425:10000 HaceneHmsi), 9TO B IEPBYIO OUeperb OOBICHNU-
MO cpokamyu MaHuQecTauyuy ¥ 4acTo MaTOCUMITOMHBIM
TedeHeM Hada/bHOI cTaguy 3aboneBanns. PanHee BbIsAB-
nenne HJIC u agexBaTHOe edeHe, HeCMOTPSA Ha TAXKeIblil
IIPOTHO3 II0 3PeHMNI0, B GOJIBIINHCTBE CIydaeB (XOTS yKe
He 3a TOpaMU BeK I'eHHBIX TeXHOJIOrui1 [31]) maeT maumeHTy
BO3MOXXHOCTD IIPOBeJieHNA colyanbHol agantanun. Ceo-
eBpPEMEeHHOe XMPYprudeckoe jedeHMe BPOXKIEHHOI Kara-
PaKTbI ABIAETCA TOMBKO IEPBBIM ITAIIOM YCIENTHOI pea-
Ounmnrauny marnyueHta u TpebyeT B [Ja/bHEINIEM MHOXe-
CTBa JIedeOHO-AMATHOCTUYeCKUX MeponpuATnit. Ha cerop-
HAUTHUI JleHb CBOEBPEMEHHOE MeJUKO-TeHeTu4eckoe KOH-
CyIbTUpOBaHNME CeMell C HaclAe[NCTBEHHBIMM KaTapaKTa-
MU CIIOCOOCTBYET He TOJIBKO PaHHEMY BBISIBICHUIO U CBO-
€BPEMEHHOMY IIPOBENE€HMIO XUPYPIUYECKOTO JIeUeHMS,
HO U IIPU TOYHOCTU OIpeJeneHNus KIMHNIeCKON (HOopMbI
U KIMHUKO-TEHeTMYeCKOTO BapMaHTa MOXeT INpemoTBpa-
TUTH TOBTOPHbIE TMOSIBIEHNs 3a00/IeBaHMsI, ITO OCOGEH-
HO aKTya/IbHO B CEMbsSIX C TsDKeTbIMU (POpPMaMU KaTapakT.
Yro xacaercss NpoUIaKTHKM MOHOTEHHBIX BPOXK/E€HHBIX
IIOPOKOB Pa3BUTHA I/1a3a, TO B JAHHOM CIy4ae IIPUOPUTET
HaBCerJa OCTaHeTC 3a IPeHaTa/IbHON JUMAaTrHOCTUKOM, TaK
KaK XMPyprudeckoe nedeHne ManodpdexTuBHO, a IOPOil
U HEBO3MO)XHO. B HallleM McCleTOBaHUM Cpefyl ayTOCOM-
HO-JJOMIHAaHTHBIX BPOXK/JeHHBIX IIOPOKOB Pa3BUTHUA I71a3a
2/3 cocraBuay ceMeitHble cmydan. OcTanbHble ObIIM pac-
IIeHeHbI Kak BHOBb BO3HUKIIINE MyTanun [32, 33].

Takke BaXHO M TO, YTO CEMbM, B KOTOPHIX pebeH-
Ky IOCTaB/IeH [UarHo3 M60ro HacaefCTBEHHOro 3abo-
JIeBaHUs, YaCTO OKA3BIBAIOTCSA B IOMTHOI PacTepAHHOCTHU
U HYXJAIOTCA B CEPbE3HON IICUXOTOTMYECKON ITOMOLIN.
bBonee 85% BBIABICHHBIX MAI[MeHTOB He MMeNN paHee WH-
dbopManuio 0 Hac/IeCTBEHHOM XapaKTepe 3aboneBaHMs
U BIepBble MOTYYIMIN KBaIU(PUIMPOBAHHOE MEJVIKO-TeHe-
THYEeCKOe KOHCYIbTHpOBaHMe. BceM 6OIBHBIM TOCIE TIIa-
Te/IbHOTO OCMOTpPA ¥ YTOYHEHMU [UATHO30B Ha3HAYEHO Jie-
YeHNe M PeKOMEHMALMI 1T0 TAKTUKe [Ja/IbHEeNIIero Habmmo-
meHus. [I1s MEAUIMHCKUX PabOTHUKOB OIpeIeneHbl 0Co-
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OeHHOCTY AMCIAHCepU3auy 06CIe[OBAaHHbIX YIEHOB OTs-
TOIIEHHBIX CeMeN, Y KOTOPBIX €lle He HaCTYNM/I BO3PAcT
MaHnpeCTaunn ¥ Ha CETOAHSAIIHNUI AeHb OHU IPUSHAHBI
3/JOpPOBBIMI.

O6mjast pacIHpoCTpaHEHHOCTh HAC/IEACTBEHHON IIa-
TONIOTUM TI7Ia3 Cpefu B3POCIOTO HacCelIeHus COCTaBU-
na 2,42%0,25 (1:4125), cpenu mereit — 8,53+0,94 (1:1156)
Ha 10000 yenoBek. B Tabnuie 2 mpecTaBieHbl CTATUCTH-
yecky 00paboTaHHbIe JaHHBIE O PACIPOCTPAHEHHOCTH Ha-
C/Ie[ICTBEHHOII OQTaNTbMOIATONIOTUM II0 pailoHaM Cpeny
B3POCTIOTO U JETCKOTO HaCe/IEHN .

CrpyKTypa Tpysa M30IMPOBAHHON HAC/IECTBEHHON
o¢ranpmomnaronornu B 12 obcnefoBaHHBIX partoHax Po-
CTOBCKOII 06/1acTV Cpefyt B3POCIOTO U [ETCKOrO Hacese-
HUsI IIpeiCTaB/IeHa B Tabuiie 3.

SAHJTIOYEHUE

KoMIiZleKCHOe  T'eHeTUKO-3MMUIEeMUONIOTYeCKoe  JC-
clemoBaHMe HacemeHus: 12 paitoHoB PocToBcKoit 06macTu
HO3BOIM/IO OLEHUTh AuddepeHnanuo CyOmomyIsnit
(paitoHOB) mo rpysy, pasHoobpasuio HO n pacmpocrpa-
HEHHOCTH OT/e/NbHbIX 3ab0meBanuit. CpaBHeHIe pesyIbTa-
ToB 1o rpysy HO HacToAmero mccnefosanus ¢ paHee u3-
Y4eHHBIMI HOMYALNAMMY Poccun He BBIABMIIO CTaTUCTH-
4YeCKM NOCTOBEPHBIX pasnuunit (34, 35]. OpHako mpu cxo-
JKecTu cyMMapHoit otAromenHoct HO cpenm Bcero Ha-
cenmeHusi POCTOBCKOI 0OTaCTV HO30JIOTMYECKUIT CIIEKTP
U pacIpOCTPAHEHHOCTb OTJeIbHBIX 3a00/NIeBaHMII MHMU-
BUJ[ya/IbHBI KaK B IIpefieiax 00/IacTy, TaK U MEXAY paHee
U3y4eHHbIMM pernoHamu PO.

3HayNMTeNbHOE OTIMYME B pacmpocTpaHeHHocTn HO
CpeiM IEeTCKOTO M B3POCIOrO HAaceNeHMsA, BBIABIEHHOE
B PocroBckoil 06macty, MOXET MMETb HECKOIbKO IIpHU-
YMH: BO-IIEPBBIX, MALMEHTBl C BPOXK/IEHHON KaTapaKToM,
y KOTOPBIX IIPOBE[IeHO aJileKBaTHO€ XMPYprudeckoe jede-
HUe, CHUMAIOTCA C MHBAMAHOTO Y4YeTa, YTO 3HAYMTETbHO
3aHIDKAET 3HAYEeHUs PACHPOCTPAaHEHHOCTM [aHHBIM BU-
[OM IATONOTUM CPERy B3POCIOrO HaceleHNs; BO-BTOPBIX,
MaIMeHTbl CTAapUIMX BO3PACTHBIX T'PYII IPEAIOYMTAIOT
odopmIeHe MHBATIMTHOCTHU 110 OCHOBHOMY COMATHYeCKO-
My 3a60/IeBaHNIO ¥ MOTYT He IONACTb B CIIMCKY IO TJIas-
HOJl TAaTOJIOTUM; B-TPETbUX, CMEPTHOCTDb Cpefyu B3pOCTIO-
TO HACe/IeHNsI [I0 PA3HBIM NPUUYMHAM (COMAaTHYeCKe 3a00-
JIeBaHUs, TPABMbI, NH(PEKLNNU U T. [i.) BK/TIOYAeT U OObHBIX
C HAC/eACTBEHHBIMM 3a00/TeBAHUAMU I7Ia3; B-UE€TBEPTHIX,
4acTh GONBHBIX BBIHY>KAEHBI MUTPUPOBATH B APYTUe paii-
OHBI 111 pabOTHI B CHELMa/JIN3MPOBAHHBIX YYPEKIEHUAX
IJISL CJIETIBIX ¥ CTTA0OBMISIIINX; B-IIATBIX, YAaCTh B3POCIIBIX
CTabOBUASAINX IALMEHTOB, C HEYTOYHEHHBIM [UATHO30M
U OTCYTCTBMEM IIePCIIeKTVB Ha JiedeHNe, He oOpallaeTcs
B MEIMIIMHCKUE YYPEKIEeHN, TOTAa KaK KOHTMHIEHT JeT-
CKOTO HAacCeJIeHNsI aKTUBHO I [ieTa/IbHO HOfBep)KeH 06cie-
TOBaHMIO Bpadeil pas3IM4YHOro Ipoduisd, HauuMHasA OT Ile-
IOVATPOB, YTO NOATBEPXKAAETCA M APYTMMM MCCIEJOBAHN-
samn [36]. Takum 06pa3oM, OUeBUIHO OTCYTCTBUE B3aMMO-
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IeNCcTBUs OPTATBMOIOTUIECKOI ¥ MEIMKO-TeHETUIECKOT
CIyX0 IS AMATHOCTMKY U OINpefe/IeHNs] TaKTUKU Jede-
HUA JaHHOJ TPYIIIBI TAI[VICHTOB.

[TosToMy sBIAeTCA OOOCHOBAHHBIM IIPOBEfICHME Me-
IVIKO-TEHETUIECKOTO 00C/IEOBAHS HACEIEHNUS B KAXKIOM
peruone [34, 35]. CymiecTBOBaHUe BBIPa>KEHHOT'O KJIVHM-
YEeCKOTO MOMMMOpdU3Ma M TeHETUYECKON TeTePOreHHO-
ctu HO, xapakTepusyromieiicss Haliu4dmueM MHOXeCTBa ajl-
JIeTbHBIX cepuii [37], ommchiBaeMbIX B KadeCTBE OT[eENb-
HBIX HO30/I0TM4YecKuX GOpM, B HACTOALIMIT MOMEHT Orpa-

HUYMBAET BO3MOXXHOCTY MOJIEKY/ISIPHON JUATHOCTUKI
HO. Taknm ob6pasom, BbICOKast MHYOPMATUBHOCTD IIOFO006-
HBIX UCCIE[OBAHUII ITOMOXXET He TO/NbKO YIY4YIIUTh Od-
TaJIbMOJIOTMYECKYI0 TIOMOIIb HaCeIeHNIO, HO U CO3/IaTh pe-
TUCTP HACIE[CTBEHHOI aTOMOTNM OpPTaHa 3PEHMs KaK OC-
HOBY /sl IIPUMEHEHMs HPUHIUNINAIBHO HOBBIX IIOAXO-
IOB K [UCIAHCEpM3aLUU U IPOoQUIAKTUKe, BKII0Yasi Ipo-
U PETPOCHEKTUBHOE MENNKO-TeHeTNIeCKOe KOHCYIBTUPO-
BaHIE, a TaK)Ke pa3paboTKy 1 BHeLpEHUe METOLOB MOJIe-
KY/ISIPHOIL AMATHOCTVKIY B OTSTOLIEHHBIX CEMbSX.
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