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I'py3 HacneocmeeHHbIx 60/1e3Hell Op2aHa 3peHuUs 8 pa3/IuYHbIX NONYNAYUAX
U 3mHuYecKux 2pynnax esponelickoli yacmu Poccutlickoli Pedepayuu
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Llenb: oLeHUTb rpy3 M30AMpPOBaHHbIX 1 CUHAPOMabHbIX GOPM HacneACTBEHHOW naTonorny opraHa 3peHus (HMNO3) B paae nonynauui
N STHUYECKNX Fpynn eBponenckon yactu PO.

Metopbl. Bcero 6bino o6cnegoaHo 3 195 054 uenosek (17 nonynaunid, 12 STHAYECKMX FPYNM), NPOXMBaloWMX B 14 pernoHax
eBponenckon yactv PO. CeMbn 0OCMOTPEHbI BpauyaMu pasnnyHoro npoduna, cneumanvsnpyowmmmnca Ha HacleACTBEHHOW NaToNOrnu.
Bcem naumeHTam npoBefeHbl KNVHUYECKNe, reHeanornyeckre, nabopatopHble, CTaHAapTHbIE U crielmanbHble opTanbMonornyeckume,
a TakXKe MoneKynapHo-reHeTnyecKune nccnefosaHus. Mo nokasaHnAM BbIMONHANN NEPUMETPUIO, ONTUYECKYIO KOTePEHTHYI0 ToMorpaduio
1 anekTpodusmonornyeckre nccnefoBaHua. na MonekynapHo-reHeTMYeCcKoro aHasv3a Ucnosb3oBaHbl NPAMOe CEKBEHNPOBaHMeE No
CaHrepy, MLPA, RFLP, AFLP, nonH0o3K30MHOe ceKBeHMpoBaHMe.

Pesynbratbl. Cpean Bcex 60NbHbIX A0SA NaLMEHTOB C M3onnpoBaHHbIMKM dopmammu HIMO3 coctaBuna 49% (1458 yenosek),
cMHAapoManbHbiMU — 51% (1539 venosek). MpeobnagaoWwmnm TMNOM HacnefoBaHUA ABNAETCA ayTOCOMHO-AOMUHaHTHBIA (AL).
PacnpocTpaHeHHOCTb n3onnpoBaHHbix dopm HMO3 coctasnset B cpeaHem 1:2196 yenosek, cHapoManbHbix — 1:2076, cymmapHas
pacnpocTtpaHeHHocTb Bcex dopm HIMO3 coctaBuna 1:1066 yenosek. PacnpoctpaHeHHocTb HIMO3 cpeamn pycckoro HaceneHumn
(1:1479 yenosek) 6onee, yemM B 2 pa3a HUXKe, YEeM B STHUYECKMX NONYyNALMAX eBponeickor yactn PO (1: 778 uenoek). BoiABneHbl
[OCTOBEpPHbIe Pa3NnumnA Mo pacnpoCcTpaHeHHOCTN 3abosieBaHMiA CO BCEMU TUNaM HacnefoBaHNA 1 obLell OTArOWEeHHOCTY AnsA
n3onumpoBaHHbix HMO3 (AL-U x*=56,51; AP-U x?>=11,79; X-cuenneHHbln-U x?=28,58; O6wwmii-U x?=84,92; p<0,05; D.f.=1). Mpun cpaBHeHUN
CMHAPOMaNbHbIX GOPM HaNBONbLLIME Pa3nyMA OTMeUeHbl ANA cymmapHoro rpysa (AL-Cym x*, =56,51; AP-Cym x’=11,79; XP-Cym x>=28,58;
O6wwnin-Cym x?=84,92; p<0,05; D.f.=1).

3aknioueHme: NpoBeieHHOe NCCNeoBaHVe YKa3blBaeT Ha Hannume BapuabenbHocTy rpy3a HIMO3 mexxay nonynauuaMm u STHUYECKAMN
rpynnamm eeponenckoi yactu PO.

KnioueBble cnoBa: odpTasbMoreHeTnKa, rpy3s HacsieACcTBEHHON odpTanbmonaTonorny, CUHApomManbHaa odTanbMonaTonorus,
n30n1MpoBaHHaa opTanbMonaTonorus, SNMAeMrMoNorus.
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The burden of hereditary diseases of the visual organ in various populations
and ethnic groups of the European part of the Russian Federation
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Objective: to assess the burden of isolated and syndromic forms of hereditary pathology of the organ of vision (HPOV) in a number of
populations and ethnic groups of the European part of the Russian Federation.

Methods. A total of 3,195,054 people (17 populations (12 ethnic groups) living in 14 regions of the European part of the Russian
Federation) were examined. The families were examined by doctors of various profiles specializing in hereditary pathology. All patients
underwent clinical, genealogical, laboratory, standard and special ophthalmological, as well as molecular genetic studies. According to
the indications, perimetry, optical coherence tomography and electrophysiological studies were performed. The methods of molecular
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genetic analysis used included direct Sanger sequencing, MLPA, RFLP, AFLP, and full-exome sequencing. A comparative analysis of cargo
between populations was carried out using the c? test and the Student’s t-test.

Results. Among all patients, the proportion of patients with isolated forms of HPOV was 49% (1458 patients), syndromic —
51% (1539 patients). The predominant type of inheritance is autosomal dominant (AD). The prevalence of isolated forms of pathology of
the organ of vision is on average 1:2196 people, syndromic — 1:2076, the total prevalence of all forms of hereditary ophthalmopathology
was 1:1066 people. The prevalence of HPOV among the Russian population (1:1,479 people) is more than 2 times lower than in the
ethnic populations of the European part of the Russian Federation (1: 778 people). Significant differences were revealed in all types of
inheritance and general burden for isolated HPOV (AD-I x>=56.51; autosomal recessive (AR)-l c=11.79; X-linked-I c?=28.58; Total-l x>=84.92;
p<0.05; D.f=1). When comparing the syndromic forms, the greatest differences were noted for the total load (AD-Sum x?,.=56.51; AR-Sum
¥x>=11.79; XR- Sum x*>=28.58; Total- Sum x?=84.92; p<0.05; D.F.=1).

Conclusion. The study indicates the presence of variability in the cargo of NPOs between populations and ethnic groups of the European

part of the Russian Federation.
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For citation: Kadyshev V.V., Ginter EK., Kutsev S.I,, Kirillova M.O., Zinchenko R.A. The burden of hereditary diseases of the visual organ in various
populations and ethnic groups of the European part of the Russian Federation. Medical genetics [Medicinskaya genetika] 2023; 22(6): 12-23. (In Russ.)

Corresponding author: Kadyshev V.V.; e-mail vvh.kad@gmail.com

Funding. The work was supported by the state task of the Ministry of Science and Higher Education for Research Centre for Medical Genetics.

Conflict of interests. The authors declare no conflict of interests.
Accepted: 01.06.2023

BsepeHne

TocJieIHee BpeMsl B CBS3U C YJIy4IlIeHMEeM TUarHo-

CTUYECKUX BO3MOXHOCTEI U BBISIBJICHUS OOJIb-

IIOTO KOJIMYECTBA HO30JIOTMYECKUX (hOPM, TTOJI-
TBEPXKIEHHBIX MOJIEKYJIIPHO-TEHETUYECKUMU METOIAMMU,
pobJjieMa rpy3a HacJIeZCTBEHHBIX 00JIe3HEl B ITOITYJISIIM -
SIX YeJIOBeKa, MpUodpeTaeT Bce OoJblliee 3HaYCHUE, OTHA-
KO OCTaeTCsl HeMOCTaTOYHO u3yyeHHoi. D. Mepdu u I
Yeiiz [1979] cnipaBenivBO OTMETUIIU: «... TPY3 CYIIECTBY-
€T KaK peajlbHOCTb, TaXKe €CJIM COBpEMEHHasI HayKa He MO-
JKET ITOKa ero UBMEPUTh».

OHOI 13 BaXKHBIX 3a/1a4 MEIUKO-TEHETUIECKOM D111 -
JEMUOJIOTUU SIBJISIETCS U3YYeHUe TTPUIUH nTuddepeHIm-
alluy TOITYJISIIUI 110 TPy3y M pa3HOOOpa3uio Haclel-
CTBEHHBIX 3a0o0seBaHuii. bonee 40 et nabopaTopust re-
HETUYECKON SMUIEMUOJIOTUN TIPOBOAUT MCCIICIOBAHUS
POCCUICKUX TTOMYJISILIMI, 1IeJbI0 KOTOPBIX SIBJISIETCSI KaK
YCTaHOBJICHUE TeHeTHYeCKOo nuddepeHInau MexXmLy
OTIEJIbHBIMA POCCUMCKUMMU TTOITYJISILIUSIMKA Y STHUIECKH -
MU TPYIIIIaMU 10 I'PY3Y U CIIEKTPY MEHIEIUPYIOIINX 00J1e3-
Heil, Tak U BbIsIBJIeHHUEe (haKTOPOB MOIYJISILIMOHHOM TUHA-
MMKW U CTETICHU MX BJIUSIHUS Ha 0OHapyXeHHY1o nudde-
peHuManuoo. s maHHBIX U3bICKAaHUI ObLT pa3padboTaH
IPOTOKOJI TeHETUKO-3IMUAEMUOJIOTNISCKUX UCCIIeI0Ba-
HU, TPUHIIUITMAIBHO BAXKHBIM MOMEHTOM KOTOPOTO SIB-
JISJIOCh COXpaHEHME Ha MPOTSDKEHUM JUTUTEIbHOTO Bpe-
MEHU eIMHBIX METOIOB 00C/IeOBAHMS MTALIMEHTOB U 00-

paboTKM MaTepuana, KOTopblie MO3BOJIUIN ObI TPOBOAUTH
KOPPEKTHOE CpaBHEHME TOJyYeHHbBIX JaHHBIX [1, 3].

3a npolienimii nepruoa odciefoBaHO OKOJO 4 MJIH
HaceJieHus1 U3 14 peroHOB eBporieiickoit yactu PD, npen-
cTaBUTeseit 12 3THUUYECKUX TPyIn: pycckux u3 Kupon-
ckoii, Koctpomckoii, TBepckoii, bpsiHckoii, PocToBckoii
obnacteit u KpacHomapckoro kpasi, Tatap u3 Pecrnyonuku
TarapcraH, 6amkup u3 Pecniyonuku TatapctaH, mapuii-
ueB u3 Pecnyonuku bamkoprocraH, yyBamieii u3 Yysaii-
ckoit Pecniyonuku, yaMmypToB u3 Y amyprckoit Pecriyonu-
ku, oceTuH u3 Pecniyonuku CeBepHas OceTust AnaHust
(PCOA), anpireiiueB u3 Pecryoauku Aapirest, aba3uH,
YepKeCcoB, HoraiilieB 1 KapayaeBleB 13 Pecnyonuku Ka-
pauaeBo-Yepxkecus (KUP) [4-11].

PesynbTathl, 1oJydYeHHbIE TPU MEIUKO-TEHETHUECKOM
00cJIeI0BaHUM TTOMYJISLIMIA, aHATM3UPOBAJIMCH IS OLIEH-
KU CyMMapHOTO I'py3a HACJIEeACTBEHHOI MaTOJIOIUU, BbI-
SIBJICHUSI YACThIX U PEIKUX 3a00JIeBaHMI1, a TAKXKE OYaroB
HaKOIUIEHUST OTACIbHBIX HO30JOITMUYECKUX (DOPM B KOH-
KPETHBIX MOMYJISIIMSIX MM STHUYECKUX IpyIiax. Pacrpe-
JieJIeHre OOJIbHBIX 10 OPTaHHOMY U CUCTEMHOMY THITY 3a-
0oJiIeBaHUI B COOTBETCTBUU C OOIICTIPUHSITON MEIUIIH-
CKOIt Knaccudukauuein mokasanao, YTo M30JIUPOBAHHAs
HacJeACcTBeHHas narojorus oprana 3perusi (HITO3) co-
CTaBJISIET CYLIECTBEHHYIO n0J0 (10 15%) OT Bceli BbISIB-
JIeHHOM HacjencTBeHHoi maronoruu [9, 11]. HITO3 BbI-
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SIBJICHBI M TIPY HACJICACTBEHHBIX CUHIPOMAX U OOJIE3HSIX.
CymmMmapHas pacnpoctpaHeHHocTh HITO3 Bbicoka u co-
crapisieT okoJio 1:1700-1:2450 yenosex [9, 11, 12].

I'py3 (MM OTSTOIIEHHOCTb) HACAEeACTBEHHBIX 3200-
JIEBAHUH SIBJISIETCSI COCTABHOM YaCcThIO OOIIIEro reHeTHYe-
CKOTO rpy3a MOMYJISIIUI M BHOCUT CYIIIECTBEHHBII BKJIa
B 3a00JIeBa€MOCTb, MHBAJIMAM3ALIMIO HaceseHus. OlieHKa
OTSITOLLIEHHOCTU HACJIEICTBEHHOM MaTOoJOrUell B LeJIOM
M 3pUTEJILHOTO arapaTa B OTIEJIbHOCTU B TOMYJISLIMSIX Ue-
JIOBEKa JIaeT MpeACTaBIeHNEe HEe TOJIBKO O KOJIMYEeCTBEHHBIX
XapaKTepUCTUKaX ee CyMMapHOM pacpoCTPaHEHHOCTH,
HO U TIO3BOJISIET OLIEHUTh CTPYKTYPY OTSATOILIEHHOCTH Ha-
CEJICHMSI C YUETOM Pa3JIMYHbIX TUIIOB HACJIeIOBaHMUsI, OCO-
OGEHHOCTE! TePPUTOPUAIEHOTO PACIIPOCTPaHEHUsT 3a001e-
BaHus. M3ydeHue HaclaeICTBEHHOM 0(TaIbMONATOJIOTMHU
B OTIEJIBHBIX PETMOHAX U OIpelieieHue Cren(punieckoro
rpy3a 1 CIeKTpa MO3BOJISIOT OpPUEHTUPOBATh PETMOHATb-
HbI€ OpPraHbl 3IPaBOOXPAHEHUsI Ha YaCThie U «IIPOOIeM-
HbIe» 3a00JIeBaHMSI, ONPEIEIUTh TOTPEOHOCTb B MEIIM-
KO-T€HEeTUYECKOM KOHCYJIbTUpoBaHuu [13-15].

eanb: ouenuts rpy3 HITO3 (M301MpoBaHHBIX U BXO-
JSIIIUX B COCTAB HACJIGACTBEHHBIX CUHAPOMOB U 00JIE3HEI)
B Pa3JIMUHbBIX MOMYJISAIUIX U STHUYECKUX TPYIIIaX eBpO-
neiickoii yactu P®.

MeTtopgbi

AHanmm3upyemasi BBIOOpKa IIpeacTaBieHa 12 sTHude-
CKMMM TPYIIIIaMU, IPOXUBAIOIINMU B 14 pernoHax eB-
porieiickoit yactu P®: pycckumu 3 6 monyasaunit PO
(Kuposckoii, Kocrpomckoii, TBepckoii, bpsHcekoii, Po-
CTOBCKOI objacreif u KpacHomapcKoro Kpast), ImpeacTa-
BUTEJISIMHU TISITH STHUYECKUX TPy [10BOIKBS (TaTapaMu
u3 Pecniyonuku TaTtapcraH, 6amkupamu u3 Pecriyonm-
ku TarapcraH, mapuiinamu u3 Pecnyonuku bamkopTo-
craH, uyBalaMu u3 Yysauickoit Pecnybnuku, yonmypra-
MH n3 YaMmypTcKoii Pecrryonukm) u mectu HapomnoB Ce-
BepHoro KaBkasa (ocetunamu u3 PCOA, anpireiiniamMu u3
Pecniyoniuku Anpbiresi, abazuHaMu, YepKecaMu, Horaiia-
MU ¥ KapadaeBamu n3 KUP). [IpoaHanu3upoBaHbI TTaLu-
€HTBI C U30JINPOBAHHOW Y CUHIPOMAIbHOI HACIIENCTBEH-
HOM o(PTaTbMOTIATOIOTHE.

OOcnemoBaHMe HAceJICHUS MPOBEICHO B IEPHUO
1983—2021 rr. 10 pa3paboTaHHOMY B JIaDOPATOPUHU Te-
HETUUYECKOU MUIACMUOJIOTUH ITPOTOKOJY KOMIUIEKCHBIX
TeHETUKO-3IMMIEMHUOJIOTUICCKIX UCCIICIOBaHNUIA, TTOIPO0-
HO OITMCAHHOMY B PS¢ MyOIMKAaIIiii, KOTOPBI OCTaeT-
Csl HEU3MEHHBIM 3a BCEe BpeMsl pabOThI, BKIIIOUask METO-
IIBI BBISIBJICHUS MMALIMEHTOB M 00paboTKM Matepuaia [1, 2,
9, 11, 16]. ITpoTOKOJI ITO3BOJISIET BBISIBJISATH B ITOITYJISIIIM-
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SIX MAKCHMaJIbHO BO3MOXHOE YMCJIO BPOXKICHHBIX U Ha-
CJIEACTBEHHBIX 3a00JIeBaHUI C MMOPAXKEHUEM PA3TUIHBIX
OPTaHOB M CHCTEM: HEBPOJIOTUYECKUE, O(PTaTbMOJIOTH -
yeckue 00JIe3HU, TeHOIePMAaTO3bl, CKEJIETHBIE, HACIeI -
CTBEHHbIE CUHIPOMBI, HACJIEJCTBEHHBIE 3a00JIeBaHUsI 00-
MeHa BEIIeCTB, KPOBU, OpTaHa cjyxa U JIp.

YucaeHHOCTh 00C/IeIOBAHHOTO HACEICHUS M STHUYE-
CKUIi cOCTaB IpeacTaBieHbl B Tadm. 1. O6ciie1oBaHoO Bce
HaceJieHWe He3aBUCUMO OT T10JIa U Bo3pacta. Jjist usyve-
Hust HITO3 oToOpaHbl MalMeHTHI ¢ pa3InyHbIMU 3200J1e-
BaHUSIMU 3PUTEJIBHOTO aHaJIM3aToOpa M COCTaBJIeH PeecTp
BBISIBJICHHOI B PerMOHaX U30JIMPOBAaHHON U CUHIPOMAaJlb-
HOI1 o(pTasIbMOMNATONIOTMH AJIs AalibHelIero aHanu3a [17].
ITocne obcnenoBaHMs Bcex MALMEHTOB BEpU(MUIIMPOBAHO
554 KTMHWYECKU pa3IMYHbBIX HACJIEeACTBEHHBIX 3a00JieBa-
HUS Y 9979 GOJIbHBIX.

YuuThIBas, YTO B aHAJIM3 BKIIIOYEHO He BCe 00CIeno-
BaHHOE HacCeJICHUE, a TOJbKO MPEACTaBUTEIN TUTYIBHOMN
HallUM PETHMOHOB, pacyeT MPOBeAeH Ha YMCIEHHOCTb Ha-
ceneHust 3 195 054 yenosex.

OcMOTp ceMeii IPOBeeH B pexkMe KOHCUIIMYMa TPYII-
10l Bpaveil pa3JIMuHOro Mpoduis, CrielnaaIu3upyoImnx-
Cs1 Ha HACJIEICTBEHHOM MaToJIOrMK (TEHETHK, Ieauatp, od-
TaJbMOJIOT, HEBPOJIOT, TICUXUATP, AEPMATOJIOT, OPTOME,
OTOJIapUHTOJIOT, cypaoJior). [Ipu mocTaHOBKe KJIMHUYE-
CKOTO JMarHo3a KpoMe KIMHUYECKUX, TeHeaJOTHIeCKHMX,
J1abOpaTOPHBIX METOIOB 00CIIeOBAHUS JOTIOJTHUTEIBHO
HCII0JIb30BaHa JOKYMEHTAIUs ¢ pe3yibTaTaMu UHCTPY-
MeHTabHOTO obcienoBaHus nauueHToB (MPT, KT, D3I,
peHTreHorpaguu, Mmuorpacduu, ouoncuu u T.a.). Odraib-
MOJIOTMYeCKOe 00ce0BaHre BKJII0YaJIo CTaHIapTHhIE
Y CTIeIMaTU3UPOBaHHbIE O(PTATbMOJIOTMYECKIE NCCIIEeI0-
BaHMs. YacTy OOJIBHBIX IT0 ITOKa3aHUSIM ITPOBOAVIIMCH TIe-
PUMETpPUSI, ONITUYECKasi KOTePEeHTHAast TOMOTpadust v 3J1eK-
Tpodusnonornyeckue ucciaeaopanus (DDU).

YuuThIBasi BO3BMOXHYIO T€TEPOTeHHOCTh OTIAEIbHBIX
3a00JIeBaHUI, COOpaHHbBIM MaTepuall IOoIBEeprajics KOM-
IJIEKCHOMY CErperaliMOHHOMY aHaJIM3y C y4eTOM MHOXe-
CTBEHHOI perucTpaly ceMeil JUIsl yCTaHOBJIEHMS COOT-
BETCTBMSI pacrpeneieHusi 00JbHBIX U 310POBBIX CUOCOB
B SIIEPHBIX CEMBbSIX OMPEIeIEHHOMY TUITY HacJle10BaHUs —
nomuHaHTHoMY (AJl) u petieccuBHoMy (AP) [18, 19]. Ion-
TBEPKIA0ILast MOJIEKYJISIPHO-TeHeTUYeCKast TMarHOCTUKa
npoBeaeHa B tabopatopusix ®I'BHY «MT'HL». MUcroms-
30BaHbl METOJIbI MOJIEKYJISIPHO-TEHETUUECKOTO aHaIM-
3a: ipsiMoe cekBeHupoBaHue 1o Canrepy, MLPA, RFLP,
AFLP, mo1H03K30MHOE CEKBEHUPOBaHUE.

OraroumieHHocThb HaceneHus HITO3 paccunraHa, Kak oT-
HOIIIEHNE PeaIbHOTO Yrciia OOJIbHBIX C OMPEIeICHHBIM TH-
oM HacyienoBaHus (AJl umu AP) K yrcieHHOCTU 00cieno-
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BaHHOTO HACEJICHMS, M BBIYUCIIsUIACh 1o hopmyite: f=n /N,
rIe N — Yucao 00abHbIX, N — YHMCIeHHOCTDb NOMYJISIUUM (Ha
10000). OTsIromeHHOCTb AJ1s1 X-CLeTIeHHOH (X-CI1.) aToJio-
MU paccyMTaHa Ha YMCJIEHHOCTb MYXXCKOTo HaceneHus [1].
CpaBHUTETBHBIN aHATIK3 TPY3a MEXKIY MOIMYJISLISIMUA IIPOBE-
JIEH MPH TIOMOIIM TecTa X2, a B CJIyJae, eClIv MalleHTOB Obl-
JIO MeHee 5 B Tpyrie, pyu nomouy t-kputeprst CThioneH-
ta (p<0,05) [20].

TTalueHTs MpeaocTaBUInd MUCbMEHHOE MH(OPMUPO-
BaHHOE COTJIacKe Ha yJyacTue B JAaHHOM HCCJIeIOBaHUU,
OCMOTp, cOOp aHaMHe3a 1 OMOJOTHYECKOro MaTepuaa.

PesynbTatbl  06CyKpaeHne

B pesynbprare KOMIUIEKCHOTO MEIUKO- U ITOITYJISIIIM-
OHHO-TEHETUYCCKOro obcaemoBanus 17 momymsiuii/ 12
STHUYECKUX TPYIIN U3 14 perMOHOB €BPOIEICKON YacTh
P® u nocire mpoBeaeHNsT CErperalmoHHOrO aHaan3a Bbl-
neseHo 2997 6osbHbIX U3 1985 cemeit ¢ HITO3. B Tadu1. 2
MPEACTaBIEHO YMCIIO OOJBHBIX C M30JIMPOBAHHBIMU U CUH-
JIpoMaJibHBIMU (hOpMaMU (BKJIIOYAst HACIEACTBEHHbIE CHH-

Medical genetics 2023.Vol. 22. Issue 6

IpoMbl 1 6oe3Hn) HITO3 ¢ pa3nuyHbIMU TUTIAMUY Haclie-
JIoBaHUsI B 0011Ieli BHIOOPKE.

JoJisi TallMeHTOB ¢ M30JUPOBAHHBIMU (hOpMaMu
HIITO3 cpenu Bcex 00JIBHBIX B paccMaTpUBaeMOil BEIOOP-
ke coctaBwiia 49% (1458 60IbHBIX), C CUHAPOMATbHBIMU
M BXOISIIIIMMU B COCTaB KIIMHUYECKOM KapTUHBI pa3ind-
HBIX HacJIeACTBEHHBIX O0oJie3Heil — 51% (1539 GOMBHBIX)
(puc. 1). DTu 1aHHE IEMOHCTPUPYIOT IPUMEPHOE PaBHOE
COOTHOIIIEHUE OOJIbHBIX C M30JIMPOBAHHBIMU U CUHIPO-
MajibHbIMU (popmamu HITO3 u HeoOXoaMMOCTh BOBJIE-
YeHUsI Bpavyeil pa3IMYHBIX CIIELUAIbHOCTE! B BBISIBJICHUE
M HaOJIIoeHYE 3a TeYEHUEM TTOpakKeHUsI TJ1a3 y HaleH-
TOB C CUHJIPOMAJIbHOM MAaTOJIOTUEN.

Ha puc. 2 npeactaBiaeHo pacnpeaeieHne 00JbHbIX
C U30JIMPOBAHHBIMU Y CUHAPOMaTbHBIMU (popMamu HITO3
1o TUNaM HacienoBaHusi. M3 puc. 2 ciaenyert, 4yTo s obe-
MX TPYIII XapaKTepHO MpeodiagaHue manueHToB ¢ AJl Th-
oM HacyienoBaHust — 63,24% (922 6onbHbIX) U 81,29%
(1251 6onbHBIX), COOTBETCTBEHHO, Ha BTOpoM MecTe AP 3a-
6oseBanus — 30,45% (444 6oabHbIX) 11 17,48% (269 6071~
HBIX), COOTBETCTBEHHO. MEHbIIIe BCEro MalMeHTOB ¢ X-CII.

Ta6nuua 1. YMcneHHOCTb 1 STHUYECKMIA COCTaB 06CNIef0BaHHOIO HaceneHus cy6bekTos PO.

Table 1. The number and ethnicity of the populations of the Russian Federation included in the study.

YucieHHOCTh 00CIeI0BAHHBIX (UMCIEHHOCTD

Peruon DTHUYECKUIA COCTaB . M
MPEeICTaBUTECi TUTYIBHOM HALIMN)
Pycckue pa3imuHbIX perHoHOB
1. Koctpomckast Pycckue (>90%) n ap. 444 476
00J1acTh
2. KupoBckast 06;1acTh Pycckue (>90%) u np. 286 600
3. KpacHomapckuit Pycckue (>90%) u np. 426 600
Kpaii
4. PocroBckas obacth | Pycckue (>90%) u np. 497 460
5. BpsHckast 061acTh Pycckue (>90%) u np. 88200
6. TBepckast 061acThb Pycckue (>90%) u ap. 75 000

TTomusTHHYecKre monysuu (Pecny0ymkm)

7. Mapwuii Dn Mapuiilibl, pyccKue u ap. 276 000 (171 571)
8. UyBamus Uysaiuu, pycckue u IIp. 264 419 (178 722)
9. Ynmyprust YaMypThI, pyccKue U ap. 267 655 (155 356)

10. TatapcTan Tarapsl, pycckue u ap.

264 098 (209 265)

11. Bamkoproctan Bamkupsl, pycckue u 1p. 250 110 (173 765)

12. Anpires AnBITeiilibl, pyccKue U ap. 101 800 (65 000)

13. KYP KapauaeBIipl, uepKechl, a0a3rHbI, HOTalllbl, pycckue u ap. | 410 368 (162444, 50817, 32000, 14344 cOOTBETCTBEHHO)
14. PCOA OceTuHbI, pyccKue U Ip. 192760 (162 308)

UTOTI'O 3845546 (3 195 054)

MeoduyuHckas 2zeHemuka [Medical genetics] 2023; 22(6)

15



OPUTUHAJIbHbIE NCCJIEAOBAHUA

MeduyuHckas zeHemuka 2023. Tom 22. Homep 6

ORIGINAL ARTICLES

HacaenoBanreM — 6,31% (92 6onbHbIX) U 1,23% (19 6GoJb-
HBIX), COOTBETCTBEHHO.

PanxkupoBaHue Bcex O0IBHBIX IO TUIIAM HacJie10Ba-
HUsT 3200J1eBaHMS M3 IIBYX IPYIII IIPEICTaBICHO Ha puc. 3.
Kak crnenyet u3 ructorpammsl (puc. 3), npu o0ObeauHe-
HUU IBYX I'PYII MAllMEHTOB YUCI0 OOJBbHBIX ¢ A/l TUITOM
HacJieqoBaHMs 3a00eBaHUs TUAUPYET U cocTaBuio 2173
(72,51%), uncno nammeHToB ¢ AP ToM Hacie1oBaHUs —
713 (23,79%), ¢ X-cl1. TUTIOM HacJeTOBaHMsI MEHbBIIIE BCETO
marmeHToB — 111 (3,70%). anee OyneT paccMOTpeH rpy3
All, AP u X-cu. HITO3 B oTaenbHOCTU [IJ1S1 U30JIUPOBAH-
HBIX U CUHAPOMAJIbHBIX OPM.

OTAaroueHHOCTb (rpys) HaceneHua
17 nonynauuit eeponenckon yactn PO HMO3

ITocne cerperaliliOHHOTO aHaIM3a C IIEJIBIO MOMI-
TBEPXKICHUS TUIIOB HACJICIOBaHUS 3a00JIeBaHUI TIPOBE-

CuMHApOMaNbHbIE;
1539;51,35%

MaonMpOBaHHble
1458;48, 65%

® /I3onMpoBaHHble B CUHAPOMAa/bHble

PucyHok 1. [lonsa 60nbHbIX C 130IMPOBAHHBIMU U CUHAPOMASTb-
HbIMU dopmamm cpepm Bcex HIMO3 B paccmaTtpriBaemoli BbIGopKe.

Figure 1. Proportion of isolated and syndromic forms of HPOV
among all examined patients.

mAO0 mAP mX-cu.
A. N3omuposannbie hopmber HITO3

Medical genetics 2023.Vol. 22. Issue 6

neH pacyet rpysza AJ/l, AP u X-cu. HITO3 B otnenbHO-
CTU JIJISI U30JIMPOBAaHHBIX M CMHAPOMaIbHBIX (hopM. Bee-
ro B peecTp BBISIBJIEHHON B pernoHax M30JIMPOBaHHOM
U CUHIPOMATIbHOU 0(hTaTIbMOIIaTOJIOTUM BKIOYeHO 2997
0OJIbHBIX, B TOM yucie 1459 nalueHTOB ¢ U30JMPOBaH-
HBIM MOpaXeHUeM opraHa 3peHus 1 1539 ¢ cuHapomalb-
HBIMU (DOpMaMU.

B 1a0.1. 3 11 Ha puc. 4 ipenctasiieH rpy3 AL, AP u X-ci.
uzoaupoBaHHbIX popm HITO3.

3HaueHus rpysa usoauposaHHoit HITO3 ¢ Al tu-
oM HacJjenoBaHMsT BapbupoBaiu ot 0,2610,186/10000
B TBepckoii obnactu no 5,51+1,041/10000 y yepkecoB
u3 KYP (t=4,96). CpenHeB3BellIcHHOE 3HAUCHUE COCTa-
Bujo 2,89+0,095.

Pa3ziauuus BBISIBIEHBI U IIPU CPaBHEHUM TpY-
3a AP uzonupoBanHoit HITO3 — ot 0,57+0,253/10000
B BpsHckoit o6nactu 10 3,49+0,986/10000 y Horaiiles
u3 KYP (t=3,12). CpenHeB3BellleHHOE 3HaYEHUE U30-
nupoBaHHoit HITO3 ¢ AP tunom HaciaegoBaHus cocTa-
Buao 1,38+0,066/10000. 3HaueHUsI OTIATOILEHHOCTH
X-c1. matojorueii kojedanuch ot 0 B 4-X MONyJSILIASIX
1o 2,79%1,972/10000 my>kuuH y HoraiiueB u3 KUP, nocto-
BEpPHBIX pa3inyuii He BbIsiBJeHO (t=1,41), cpenHeB3BeIIeH-
Hoe 3HaueHune — 0,58+0,06/10000 my>xunH. 3HaYeHMS 00-
ero rpy3a uzonupoBaHHoit HITO3 craTtuctuuecku gocto-
BEPHO pas3InyaIuch 1o nonysuuam (x*,=240,63; p<0,05;
D.f.=16), cpeaHeB3BEeNIEHHOE 3HAYEHUE COCTAaBUJIO
4,851+0,012/10000 (1:2196 yenoBek).

I'pys AIl, AP, X-cl. 1 ob1uii 1Jisi CMUHAPOMAaJIbHBIX
dopm HITO3 npencrasieH B Ta01. 4 1 Ha puc. 4.

AHaIM3 3HAYEHUI OTSTOLIEHHOCTH HACeJIeHUsI CUH-
npomanbHoit HITO3 ¢ A/l Turom HaciaeaoBaHUS MOKa-
3aJl TaK Xe, Kak U B ciiydae ¢ uzoauposaHHoit HITO3, He-
OITHOPOJIHOCTh pacCMaTPUBAEMOIl BHIOOPKU — 3HAYCHUS
BapbUpOBaIM B IIUPOKUX npeaeiax ot 0,91+0,321/10000

EAL WAP mX-cu.
b. Cunapomanbhabie popmsr HITO3

PucyHok 2. PacnpepieneHusa 601bHbIX C U30MMPOBaHHbIMM 1 CHAPOManbHbiMy dopmamm HIMO3 no Tunam HacnenoBaHuA

Figure 2. Distribution of patients with isolated and syndromic HPOV by type of inheritance
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B TBepckoit obmactu 1o 12,55+2,956/10000 y HoraiiueB
KYP (t=3,91). CpenHeB3BellIEeHHOE 3HAUEHUE COCTABUIIO
3,92+0,112/10000. 3nauenus rpyza AP HITO3 koneba-
Jquck ot 0,310,312 y a6azun KYP no 2,09+1,207/10000

uAL

PucyHok 3. lona 6onbHbix ¢ All, AP 1 X-cu. HacnepoBaHmeMm B o6Lein Bbibopke

Figure 3. Proportions of patients with AD, AR and X-linked inheritance in the total sample

Medical genetics 2023.Vol. 22. Issue 6

y HoraitueB KYP, onHako craTucTUUeCKU 3HAYMMBbIX pa3-
MUKt He BeIsIBIIEHO (t=1,67). CpegHeB3BelIeHHOE 3Ha-
YyeHHe OTAToleHHOCTH cuHapoManbHoii HITO3 ¢ AP tu-
noMm HacsienoBaHus coctaBuwiio 0,84+0,051/10000. 3naue-

Ta6nuua 2. Yncno 605bHbIX M30AMPOBAHHBIMU 1 CMHAPOMasbHbIMU HITO3 ¢ pa3nnyHbIMU TUNaMy HacnefoBaHUA B 17 nonynsaumnax

eBponenckon yactn PO

Table 2. The number of patients with isolated and syndromic HPOV with different types of inheritance in 17 populations of the Euro-
pean part of the Russian Federation

H3zonuposannbie HITO3

Cunpapomanbhabie HITO3

CyMMapHasi 1o BceM

Tomysumust YucaeHHOCTh (hopmam
Al AP | X-cu. | O6bmas | AIHD | AP | X-cu. | O6mas | AJl AP X-cu. | O6mas

Ocetunbl PCOA 162308 85 18 11 114 126 | 29 0 155 211 47 11 269
Horaiius KYP 14344 4 5 2 11 18 3 0 21 22 8 2 32
Kapauaesisr KYP 162444 51 32 5 88 87 21 0 108 138 53 5 196
Ao6azunbl KYP 32000 12 2 0 14 30 1 0 31 42 3 0 45
Yepkecwl KYP 50817 28 16 1 45 59 9 0 68 87 25 1 113
Anpireiilpl Anpiren 65000 8 12 5 25 41 12 0 53 49 24 5 78
Tarapsl Tatapcrana 209265 113 35 10 158 136 | 31 4 171 249 | 66 14 329
Barkupbt 173765 82 27 4 113 129 | 11 4 144 211 38 8 257
BamkopTocrana

YoMypTsl YaMypTun 155356 63 21 16 100 76 15 1 92 139 36 17 192
Mapuiitbl Mapuii D1 171571 41 19 5 65 46 19 0 65 87 38 5 130
Yysaum Yysaumu 178722 23 40 6 69 44 13 0 57 67 53 6 126
PocroBckast 061acTh 497460 140 | 58 1 199 231 | 38 6 275 371 96 7 474
Koctpomckast o6mactb 444476 85 S1 0 136 59 16 1 76 144 67 1 212
KpacHomapckuii kpait 426700 80 43 8 131 60 21 1 82 140 64 9 213
Kuposckast o6sactb 286616 82 53 18 153 94 20 2 116 176 73 20 269
TBepckast 06;1acTh 76000 2 7 0 9 7 S 0 12 9 12 0 21
BpsiHckast obnactb 88210 23 5 0 28 8 5 0 13 31 10 0 41
Hroro: 3195054 922 | 444 92 1458 1251 | 269 19 1539 | 2173 | 713 111 2997

MeoduyuHckas 2zeHemuka [Medical genetics] 2023; 22(6) 17
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PucyHoK 4. OTaroweHHocTb (Ha 10 000 yen.) nsonMpoBaHHo! 1 cuHapomanbHor HMO3 B nonynaumnaAxX 1 STHUYECKMX rpynnax eBpo-
nenckomn yactn Poccun.
MpumeuaHue: (c) - cungpomansHaa HIMO3; (n) — nsonnposaHHasa HIMO3.

Figure 4. Prevalence (per 10,000) of isolated and syndromic HPOV in populations and ethnic groups of the European part of Russia.
Note: (c) syndromic HPOV; (n) isolated HPOV.

Ta6nuua 3. [py3 nsonmposaHHoi HMO3 (Ha 10000 o6cnefoBaHHbIX) B 17 nonynaumax
Table 3. Burden of isolated HPOV (per 10,000 examined) in 17 populations

TMonynsuus YucneHHOCTb Ipys a 10000 uenosex/myxkinn* Pacnp.
All | AP | X-cir.* O6mii
M301MpoBaHHAS HACJIEACTBEHHAS O()TAILMONATOIOTHS

Ocetunbl PCOA 162308 5,24%0,568 1,11£0,261 1,36+0,409 7,7£0,066 1:1423
Horaiiusr KYP 14344 2,79+1,394 3,49+0,986 2,79£1,972 6,97£0,197 1:1793
Kapavaesipr KYP 162444 3,1440,44 1,97£0,348 0,62+0,275 5,73+0,058 1:1846
Ab6asunbl KYP 32000 3,75%£1,082 0,630,442 0 4,3840,117 1:2286
Yeprecsr KUP 50817 5,51+1,041 3,15+0,787 0,4+0,394 9,060,132 1:1129
AnpITeiilibl AIbIren 65000 1,234+0,435 1,85+0,533 1,5440,688 4,62+0,077 1:2600
Tarapsl TaTtapcraHa 209265 5,410,508 1,67+0,283 0,960,302 8,03%0,06 1:1324
Bamkupsl bankoprocraHa 173765 4,7240,521 1,55%0,299 0,46%0,23 6,73%0,061 1:1538
Vamyptel Yamyptun 155356 4,06+0,511 1,35+0,295 2,06+0,515 7,47+0,064 1:1554
Mapuiitiet Mapuit O 171571 2,390,373 1,11£0,254 0,58+0,261 4,08+0,047 1:2640
Yysamu Yysaiuu 178722 1,2940,268 2,24+0,354 0,67+0,274 4,240,046 1:2590
PocroBckast o61acTh 497460 2,81+0,238 1,17+0,153 0,04%0,04 4,0240,028 1:2450
Koctpomckast 061acTh 444476 1,91£0,207 1,150,161 0 3,06+0,026 1:3268
KpacHonapckuii kpaii 426700 1,87+0,21 1,01£0,154 0,3840,133 3,25540,027 1:3257
Kuposckas o61actb 286616 2,86+0,316 1,850,254 1,26£0,296 5,9740,043 1:1873
TBepckas 06JacTh 76000 0,2610,186 0,92+0,348 0 1,18+0,039 1:8444
BpsiHckast o61acth 88210 2,61+0,544 0,57£0,253 0 3,18+0,06 1:3150
CpeaHeB3BEIIEHHOE 3HAYEHIE 3195054 2,8910,095 1,3810,066 0,58+0,06 4,850,012 1:2196

IIpumeuanue: OOIIMIT — cyMMapHBIi Ipy3, Pactp. — cymmapHasi pacripocTpaHeHHOCTb.
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Hus rpy3a X-cu. HITO3 kone6anuch ot 0 B 10 momyasiLiusx
1o 0,460,230 y 6amkup bamkoprocraHa, JOCTOBEPHBIX
pa3nuuuii He BeIsiBIeHO (t=1,21), cpenHeB3BELIEHHOE 3HAa-
yenue — 0,20+0,047/10000 my>k4uH. BbIsIBIeHbI CTaTH-
CTUYECKM 3HAYMMBblE pa3Inuusl B OOILIEM TPpy3e CUHIPO-
manbHoit HITO3 mo monynsiiysiMm U 3THUYECKUM TPYII-
nam (x>, =542,28; p<0,05; D.f.=16), cpenHeB3BeLIEHHOE
3HavYeHue coctaBuiio 4,961+0,228/10000 (1:2076 yenoBex).

BaxHoii siBisieTcst oligHKa cymmapHoro rpy3a HITO3
B TIOIYJISILMAX, T.K. UMEHHO NAHHBINA ITOKa3aTeb [03BO-
JISIET pacCUUTaTh HEOOXOMUMBIN 00beM O(PTATEMOJIOTHYE-
CKOI1 1 MEIMKO-TeHETUYECKOM ITOMOIIIM MallMeHTaM U X
CEMbsIM, a TaKXXKe OPMEHTUPYET 3IpaBOOXpaHEeHUe Ha He-
00X0IMMOe KOJIMYECTBO CIIeLIMAIMCTOB B peruoHe. Kpo-
Me TOTO, YUUThIBas, UYTo B 70% ciyyaeB HabIOAaeTCs UH-
BaJIMAM3alIMsI TALIMEHTOB, TAaHHBIM aHAIU3 IEMOHCTPUPY-
€T COLIMaJIbHOE OpeMsT KaK JIJIsI peTrMOoHa, TaK U JUIsSI CTPaHbI
B 1IeJIoM. B Tadu1. 5 npeacraBieHbl 3HaYEHUSI CYMMapHOI

Medical genetics 2023.Vol. 22. Issue 6

OTSITOIIEHHOCTU (M30JIMPOBAHHON M CUHIPOMAIbHOI)
HITO3 B monyasuusix ¥ 3THUYECKUX TPyTIax eBporneii-
ckoii yactu Poccun

3HayeHUsT rpy3a CYMMapHOW OTSATOIIEHHO-
ctu HITO3 ¢ AJl TunmoMm HacliemoBaHUSI BapbUPO-
Banu ot 1,184+0,395/10000 B TBepckoii obisactu
no 17,124+1,834/10000 y yepkecos KYP (x?,=622,55;
p<0,05; D.f.=16). CpenHeB3BellleHHOE 3HaYeHME
coctaBmiio 6,80%+0,146/10000. Pa3nnuns BBISIBICHBI
M MpU CpaBHEHUU Tpy3a AP cymMMapHO# OTSITOIIEH-
Hoctu HITO3 — ot 0,94+0,541/10000 y a6azun KYP
no 4,9240,984/10000 y yepkecos KUP (x*,=625,55;
p<0,05; D.f.=16). CpenHeB3BellleHHOE 3HaYeHME
cymmapHoii otsiromieHHoctd HITO3 ¢ AP Tumnom Hace-
noBaHus coctaBwio 2,22+0,083/10000. 3HaueHus OTSITO-
LIEHHOCTU X-CII. TTaTojJioruei Kojaedanuck ot 0 B 3-X mo-
MyJsusIx 1o 2,79+1,972/10000 myxxunH y Horaiines KUP,
JIOCTOBEPHBIX pa3inyuii He BbIsiBIeHO (t=1,39), cpenHe-

Ta6nuua 4. [py3 cuHapomanbHbix popm ¢ HIMO3 (Ha 10000 o6cnefoBaHHbIX) B 17 MONYNALUAX

Table 4. Burden of syndromic HPOV (per 10,000 examined) in 17 populations

I'pys Ha 10000 yenoBek/MyXIrH*
Monynsuus YucneHHOCTh Pacnip.
All AP X-ci.* OOomwmit
HacnencTBeHHble 00J1€3HU U CHHAPOMBI
Ocetunbl PCOA 162308 7,76£0,691 1,79£0,332 0 9,550,077 1:1047
Horaiiup KYP 14344 12,55£2,956 2,09+1,207 0 14,6410,319 1:683
Kapauaesust KYP 162444 5,36%0,574 1,29+0,282 0 6,6510,064 1:1504
Abazunsl KYP 32000 9,38%1,711 0,31£0,312 0 9,6910,174 1:1032
Yepkecsl KUP 50817 11,61+1,511 1,77£0,59 0 13,38+0,162 1:747
AnpIreiiiibl Agpireu 65000 6,31£0,985 1,85+0,533 0 8,161+0,112 1:1226
Tarapsl TatapcraHa 209265 6,500,557 1,48+0,266 0,38+0,191 8,3610,062 1:1224
Bamkupsl batrkoprocrana 173765 7,4240,653 0,63%0,191 0,4610,230 8,5140,069 1:1207
Yamyptsl YamypTun 155356 4,90+0,561 0,97+0,249 0,130,129 5,9940,062 1:1689
Mapuiiusr Mapuit On 171571 2,68+0,395 1,11+0,254 0 3,7940,047 1:2640
Yysarn Yysarimu 178722 2,4610,371 0,73£0,202 0 3,19+0,042 1:3135
PocroBckast 061acTh 497460 4,6410,305 0,7610,124 0,2410,098 5,6540,033 1:1809
Koctpomckast obnactb 444476 1,33+0,173 0,3610,09 0,04%0,045 1,73£0,02 1:5848
KpacHomapckuii Kpaii 426700 1,41£0,182 0,49+0,107 0,05+0,047 1,95+0,021 1:5204
Kuposckast o6actb 286616 3,28+0,338 0,7 £0,156 0,14£0,099 4,12+0,038 1:2471
TBepckas 06/1acTh 76000 0,9240,348 0,6610,294 0 1,5840,046 1:6333
BpsiHckas obnacth 88210 0,91+0,321 0,570,253 0 1,48+0,041 1:6785
CpenHeB3BelIeHHOE 3HAUCHUE 3195054 3,9240,112 0,8410,051 0,200,047 4,96+0,228 1:2076
IIpumeuanne: OOGLMIT — cyMMapHbIit Ipy3, Pacrip. — cyMMapHasi pacripocTpaHeHHOCTb.
MeoduyuHckas 2zeHemuka [Medical genetics] 2023; 22(6) 19
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B3BelleHHOe 3HaYeHue — 0,69+0,066/10000 MykuuH. 3Ha-
yeHust cymmapHoro rpy3a HITO3 craTucTuyecku 10cTo-
BEPHO Pa3IMYaICh 10 nonyaauusam (x*,=674,06; p<0,05;
D.f.=16), cpeaHeB3BeIEHHOE 3HAYEHHUE COCTABUJIO
9,71+0,017/10000 (1:1066 yenoBex).

AHanus 2py3a HIO3 8 smHuYecKku pasnuyHelx
nonynayusx PO

IIpoBeneH cpaBHUTENbHBIN aHanu3 rpy3a HITO3 mns
JIBYX TPYIIIL: PYCCKUE M MPEACTaBUTEIN APYTUX STHOCOB.
B Tabx. 6 nipeacTaBieHbl CpeaHEB3BEIICHHBIC 3HAYEHUS
rpy3a HITO3. [IpoBeneHHbII aHAIU3 ITOKA3all, YTO BBISIB-
JICHBI JIOCTOBEPHBIC OTIMYMS 10 3HAYEHUSIX OTSATOIICHHO-
ctu u3oaupoBaHHoit HITO3 co Bcemu Tunamu HacjenoBa-
HUS Y O0IIEH OTATOIeHHOCTH Ut n3onupoBaHHbIX HITO3
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(AO-U x*=56,51; AP-U x*=11,79; X-cu-U x*=28,58; O6-
muii-U x?=84,92; p<0,05; D.f.=1).

Paznuums BHISIBJICHBI M BHYTPH 3THUYCCKUX TPYIIIT
(AD-UN x* =47.24; AP-U x* =18.45; O6mmii-U x*| =58.21;
p<0,05; D.f.=10). CpegHeB3BellIecHHOE 3HAYCHIE PACIIPO-
cTpaHeHHOCTH M30aupoBaHHEIX HITO3 y pycckux HITXe,
YeM y TIpeICTaBUTEICH IPYTUX STHOCOB.

I1pu cpaBHEeHUM CUHIPOMAJILHBIX (POPM HAMOOJIb-
II¥e pa3Iudrs OTMEUEHEI I cyMMapHoro rpy3a (AI-C
x>=209,26; AP-C x*=35,20; O6mmii-C x*=292,23; p<0,05;
D.f.=1). Insa X-cruerieHHOI MaTOJIOTUN pa3IMIMii He BbI-
sieyieHo (X-c11.-C x?=0,14; p>0,05; D.f.=1). Paziuuust BbI-
SIBJICHBI BHYTPU pacCMaTPUBAEMBIX STHUICCKUX TPYIIIT
(AD-Cc? =39,22; AP-C x*=18,55; Oommii-C x* =134,17;
p<0,05; D.f.=10). CpegHeB3BelIecHHOE 3HAYCHIE PACIIPO-

Tabnuua 5. 3HaueHVA CyMMapHOI OTArOLEHHOCTY (M30NMPOBAHHOW 1 cHApoManbHol) HIMO3 B nonynaumax v STHUYECKKX rpymnnax

eBponenckon yactu Poccun (Ha 10000 ven.).

Table 5. Values of the total burden of isolated and syndromic HPOV in populations and ethnic groups of the European part of Russia

(per 10,000).
TMonynsuus YucneHHOCTh [pys ria 10000 eoex ™ Pacrnp.
All AP X-ci.* OOo1mit
CyMMapHble 3HaUeHMUS 110 TTOTYJISILUSM

Ocetunbl PCOA 162308 13,0040,894 2,9040,422 1,3610,409 17,2540,101 1:603
Horaiiuer KYP 14344 15,34+3,267 3,49+1,559 2,791,972 21,61%0,375 1:448
Kapauaesupt KYP 162444 8,5040,723 3,2610,448 0,62+0,275 12,38+0,086 1:829
Abazunbl KYP 32000 13,125+2,024 0,9410,541 0 14,060,209 1:711
Yepkecst KYP 50817 17,12+1,834 4,92+0,984 0,39+0,394 22,4310,209 1:450
Anpireiilibl Anpiren 65000 7,541,077 3,69%0,754 1,54+0,688 12,77+0,136 1:833
Tarapsl Tatapcrana 209265 11,9040,754 3,15+0,388 1,3440,358 16,39£0,087 1:636
Bamkupser bamkoprocrana 173765 12,14+0,835 2,194+0,355 0,92+0,326 15,250,092 1:676
YamypTsl Yamyptuu 155356 8,950,759 2,32+0,386 2,19+0,531 13,460,089 1:809
Mapuiitsr Mapwuii D1 171571 5,070,544 2,2140,359 0,58+0,261 7,87£0,066 1:1320
Yysawmm Yysaimu 178722 3,7540,458 2,9740,407 0,67+0,274 7,3940,063 1:1418
Pocrosckast obactb 497460 7,4610,387 1,930,197 0,280,106 9,6710,044 1:1049
Kocrpomckast o6nactb 444476 3,2440,27 1,514+0,184 0,04+0,045 4,79+0,033 1:2097
KpacHomapckuii Kpait 426700 3,28%0,277 1,50+0,187 0,4210,141 5,20£0,034 1:2003
Kuposckast 061acTh 286616 6,1410,463 2,5540,298 1,440,312 10,08+0,057 1:1065
TBepckast 061acTh 76000 1,18%0,395 1,58+0,456 0 2,76%0,06 1:3619
BpsiHckast 061acThb 88210 3,5140,631 1,13£0,358 0 4,64+0,073 1:2151
CpeiHeB3BellIeHHOe 3HaYeH1e 3195054 6,80%0,146 2,2240,083 0,690,066 9,71+0,017 1:1066

IIpumeuanue: OOLIMII— cyMMapHBbIii Ipy3, Pacnp. — cymMmMapHasi pacrnpocTpaHEeHHOCTb.
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PucyHok 5. CymmapHas oTaroweHHocTb (Ha 10000 yen.) nsonnpoBaHHom 1 cuHapomManbHoi HIMO3 B nonynaumax n STHAYECKKX rpyn-
nax esponenckon yactn Poccun.

Figure 5. Total burden (per 10,000 people) of isolated and syndromic HPOV in populations and ethnic groups of the European part of Russia

Ta6bnuua 6. CpeHeB3BELLIEHHbIE 3HAYEHUA rPYy3a N30IMPOBAHHON U cHApPOoManbHoi HIMO3 B 3THMYeCKMX Fpynnax eBponeincKoi
yactu Poccun.

Table 6. Weighted average values of the burden of isolated and syndromic HPOV in ethnic groups of the European part of Russia.

YpcieH- I'pys Ha 10000 yenoBek/MyKUnH*
Pacrip.
HOCTb All AP X-cr* O6uit
M3ompoBannas HacCJieACTBEeHHAS 0()TAIBMONATOJIOTHS
Cpe/IHeB3BEIICHHOE SHAUCHNUE 1375592 | 3,71+0,164 1,630,109 0,950,117 6,290,021 1:1715
I10 IIPEACTAaBUTEIAM PAa3HBIX 3THOCOB
CpeiHEB3BCLICHHOE SHACHNC 1819462 | 2,26+0,112 1,1940,081 0,300,057 3,750,014 1:2774
10 PyCCKUM
HacnencTBeHHble 00J€3HU U CHHAPOMBI
CpeaHeB3BeIICHHOE SHACHUE 1375592 | 5,76+0,205 1,190,093 0,130,044 | 7,080,023 1:1425
I10 IIPEACTAaBUTEIAM PAa3HBIX 3THOCOB
CpeiHEB3BeLICHHOE SHACHNE 1819462 | 2,52+0,118 0,580,056 0,040,013 3,140,013 1:3170
10 PyCCKUM
CymMmapHbie 3HaYeHHs 110 NOMYJISANUAM
Cpe/neB3BeIICHHOE SHauCHHUE 1375592 | 9,47+0,262 2,8240,143 1,0840,125 | 13,370,031 1:778
I10 IPEACTAaBUTEIAM PAa3HBIX 3THOCOB
CpeaHeB3BeIICHHOE SHauCHNUE 1819462 | 4,79+0,162 1,7740,099 | 0,410,067 | 6,97+0,019 1:1479
0 PYCCKUM
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cTpaHeHHOCTU cuHapomaibHbix HITO3 y pycckux B aBa
pasza HUXe, YeM y TIpeICTaBUTeNIeil IpYruX STHUYECKUX
OIS,

HauGonpive pa3nuyus MpocieXBaroTCs MpKU aHa-
nm3se cymmapHoro rpysa (AJl-Cywm x* ,=56,51; AP- Cym
x>=11,79; XP- Cym x?=28,58; Obmuii- Cym x*=84,92;
p<0,05; D.f.=1) u uzonuposannoro (AI-U x* =190,04;
AP-U y* =23,19; O6mmii-N x?,=667,05; p<0,05;
D.f.=10), uTo HAISIAHO OTpPaXXeHO Ha PUCYHKeE 5.

3ak/oyeHmne

CpaBHUTEIbHbIN aHAJIM3 OTATOLIEHHOCTU HaceJe-
HUSI U30JIMPOBAHHBIMU U CUHAPOMAIbHBIMU (hOpMaMu
HITO3 u cymmapHOTO Tpy3a mokKasaj, 4To HalOJrogaeTes
BapuabebHOCTh MEXKIY IOIMYJISIUUIMHA U STHUYECKUMU
rpynnamu. PacnpocTpaHeHHOCTDb U30JMPOBAaHHBIX (DOPM
HIIO3 cocrapiser B cpenHeM 1:2196 yeoBeK, CMHAPO-
ManbpHO#M — 1:2076, cymMapHast pacipoCTpaHEHHOCTh
Bcex opm HITO3 cocrasuita 1:1066 yenosek. ITokasa-
HO, uTO pacnpocTtpaHneHHocTh HI1O3 cpenu pycckoro Ha-
ceneHus (1:1479 yemoBek) Oozee, yeM B 2 pa3a HIKE, YeM
y TIpeNICTaBUTENeH IPYTMX ITHOCOB eBporieiickoit yact PO
(1: 778 gyenoBek).
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