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OyeHKa usmeH4YU80CMU 2py3ad MeHOeupyIloWUX Hace0cmeeHHbIX 6one3Hel
8 nonynayusax Pecnyb6nuku CeeepHaa Ocemus — AnaHus

3uHueHko P.A.", Te6uesa 1.B.??,Kapbiwes B.B.', MyprtasuHa A.®.', bopoBukos A.O.", EnbunHoBa IW.", TankuHa B.A.",
MapaxoHos A.B.', Mepenenos A.B.*, AMenuHa C.C.5, Kyues C.W1.", MHTep E.K.

1 - OIbHY MepuKo-reHeTMYeCKuii Hay4YHbI LeHTp 1M. akageMuka H.M. boukoBa
15522, r. MockBa, yn. Mocksopeube, . 1

2 - OrbOY BO «CeBepo-OceTnHCKan rocyfapcTBeHHas meanumMHcKan akagemusa» MuHncTepcTsa 3gpaBooxpaHerus Poccuinckon Oepepaunn
362007, Pecny6nuka CeBepHasn Ocetusa-Ananus, r. Bnagnkaskas yn. MNywkuHckas, g. 40

3 - PecnybnnkaHcKas feTckasn KnmHuyeckas 6onbHuua Pecnyonukn CeBepHas OceTtua-AnaHus
362003, Pecny6nuka CesepHan Ocetua-Ananus, r. Bnagrnkaskas yn. bap6aliosa, g. 33

4 — OBHWHCKMI MHCTUTYT aTOMHOM SHepreTuky - punvan OrAOY BO HaumoHanbHbI nccnefoBaTenbCkuii AgepHbiit yHusepcutet «MAOU»
249040, r. O6HMHCK, Tep. CTygropofok, a. 1

5- OrbOY BO PocToBCKMIA rOCyAapCTBEHHBI MeANLMHCKNN YHUBepcuTeT MMHMCTEPCTBA 3apaBooxpaHeHuna Poccuiickon Oefepaunm
344022, r. PoctoB-Ha-[loHy, nep. HaxnyesaHckun, 4. 29

BBegeHue. [laHHble 0 rpy3e opdaHHbIX HacneacTBeHHbIX 6onesHel (OHB) B monynaumax YenioBeKa HEMHOFOUVCNIEHHDI, Er0 OLEHKU
BapuabesnbHbl MO NONYNAUMUAM U STHUYECKUM FpynnamM 1 B cpeiHem cocTasnsioT 0,5-2% HaceneHus. MNpeacTaBneHbl pe3ynbTaTtbl
KOMIMJIEKCHOTO FreHETNKO-3MUAEMNONONMUYECKOro NccneaoBaHns HaceneHnsa Pecnybnukn CesepHas OceTusa Ananus (PCO-A).
MeTtogbl. ViccnegoBaHue NpoBefeHO B BOCbMM CeNIbCKUX PaioHax v I. BnagnkaBkase, YncieHHOCTb 06CieJOBaHHOIO HaceneHus
543 817 uenosek. O6cnenoBaHne HaceNeHNsA NPOBEAEHO B COOTBETCTBUM C NMPOTOKOSIOM FreHETUKO-3MUAEMUOSIOTMYECKUX NCCIIe[0BaHUIA,
pa3pabotaHHom B OIBHY MIHLL. OcmoTpeHo 11199 nauneHToB ¢ npegnonoxutenbHo OHB. inarHo3 OHB noctaeneH 2115 605bHbIM
13 1489 cemeir. OueHeH rpys (Ha 1000 yenoBeK) ayTOCOMHO-AOMUHAHTHbIX (A[l), ayTocoMHO-peLeccnBHbIX (AP) n X-cuenneHHbix (X-cu.)
6onesHell B rOPOACKOM 1 CENbCKOM HaceneHuu. MoKasaTteny 3HauyeHuii rpysa mexay nonynaunmaMy CpaBHUBaNNCh METOLOM X2
KoppenAauunoHHbin aHanu3 (no MNupcoHy) MeXxay BeNMUNHOW rpy3a 1 NoKasaTenamy reHeTUYeCKon CTPYKTYpbl NpoBefeH B Statistica v.23.
Pesynbratbl. OTaroweHHocTb Al, AP 1 X-cu. natonorueit cenbckoro Hacenenus (3,21; 2,45; 0,99 cOOTBETCTBEHHO) MOYTU B AiBa pa3a
BblLe, Yem ropopckoro (1,42; 1,52; 0,81). BoiABNeHa M3MeHUMBOCTb BEIMUYUHDI Tpy3a Mexay nonynaumamm. MakcmanbHble 3HaueHna
rpysa 3apeructpupoBaHbl B ipadckom paiioHe (B paiileHTpe — 4,94, y cenbyaH — 11,72), MMHMManbHble — B r.Bnagnkaskase 2,69/1000.
[na 06bACHEeHVA TaKOW N3MEHUMBOCTY NMPOBEAEH KOPPESALNOHHBIN aHanm3 Mexay BennumHon rpysa OHB 1 reHeTyecko CTpyKTypoi
17 nonynAumii, KOTOPbI NOKa3an BeAylLLyto ponb Apelida reHoB B BbisiBNEHHOW AnddepeHumaLmmn. Bo Bcex criyyasx nosyyeHbl 3HaUMMble
KoaddurumeHTbl >0,80.

BbiBogbl. MonyyeHHble 3HaueHnA rpy3a Afl, AP n X-cu. 6onesHeit B nonynauyuax PCO-A xapaKTepusylTca N3MEHUNBOCTbIO C 60MbLIMM
fmanasoHoMm BennunH (2,96—11,72/1000). Takas BaprabenbHOCTb XapakTepHa Ana nonynAaunuii MasblX MO YNCIIEHHOCTH STHOCOB:
B KapauaeBo-Yepkeccuu (4,76—11,82/1000), B TatapcTaHe (5,20—11,70/1000), B bawkopTocTaHe (3,83—9,08/1000) n gp. B pernoHax
NMPOXXMBAHUA PYCCKOrO HaceneHns Takxke HabnogaeTtca Bapuaumsa rpysa OHB, Ho abCoNoTHbIE 3HAUEHUA HIXKE.

KnioueBble cnoBa: rpy3 opdaHHbIX HacNeACTBEHHbIX 6one3Hel, $akTopbl MUKPO3BOJIOLUN, FEHETUYECKNIA Apend, murpaunu,
ecTecTBeHHbI 0T60p, Pecnybnuka CeBepHan OceTus AnaHus.
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Background. Data on the genetic load of orphan hereditary diseases (OHDs) in human populations are few, variable across populations
and ethnic groups, and on average account for 0.5-2% of the population. The results of a comprehensive genetic epidemiologic study
of the population of the Republic of North Ossetia Alania (RNOA) are presented.

Methods. The study was conducted in eight rural districts and the city of Vladikavkaz, with a total population of 543,817 people. The
population was examined in accordance with the protocol of genetic epidemiologic studies developed in RCMG. 11199 patients with
congenital and presumptive OHDs were examined. The diagnosis of OHDs was made in 2115 patients from 1489 families. The genetic
load (per 1000 people) of AD, AR, and X-linked diseases in urban and rural populations was estimated. Rates of genetic load values
between populations were compared using the x> method. Pearson correlation analysis between genetic load values and measures of
genetic structure was performed in Statistica v. 23.

Results. The genetic load of AD, AR, and X-linked pathology in rural populations (3.21; 2.45; 0.99, respectively) was almost twice as high
as in urban populations (1.42; 1.52; 0.81). Variability in the magnitude of genetic load between populations was revealed. The maximum
genetic load values were registered in Irafsky district (4.94 in the district center, 11.72 in the rural population), and the minimum in
Vladikavkaz (2.69/1000). To explain the heterogeneity of the OHDs load, a correlation between the OHDs load and the genetic structure
of 17 populations was carried out, which showed the leading role of genetic drift in the revealed differentiation. Significant coefficients
>0.80 were obtained in all cases.

Conclusions. The obtained values of AD, AR and X-linked disease genetic load in RNOA populations are characterized by variability with
a large range of values (2.96-11.72/1000). Such variability is characteristic of populations of small ethnic groups: in Karachay-Cherkessia
(4.76-11.82/1000), in Tatarstan (5.20-11.70/1000), in Bashkortostan (3.83-9.08/1000) and others. In the regions with Russian population
there is also a variation of the OHDs genetic load, but the absolute values are lower.

Keywords: genetic load of orphan hereditary diseases, the influence of microevolution factors, genetic drift, migration, natural
selection, Republic of North Ossetia Alania.
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BBepeHune

[MpoGrembi penkux/opdantbix 6onesneit (OB), cpennt  crpa, T.K. He TOIBKO MO3BOJISIIOT ITAHUPOBATH 0OBEM He-
KOTOPBIX 75-80% MMEIOT FeHETUIECKYIO TIPUPOMTY, MX KO- 0GXOIMMON METHIIMHCKOI MOMOIIM, HO U BHOCHT OIIpe-
JIM4ecTBa, TOYCYHOM U COBOKYITHOU PACIIPOCTPAHEHHOCTH  fefieHHBII BKJIAZ B U3YYEHHUE SBOMIOLIMHI HACICACTBEHHOM
aKTHBHO 00CYXIaI0TCsI MHOTUMHU nccienoBatessiMu. laH-  maronoruu [1]. T'eHeTnueckas mpupoaa Ha HACTOSILIMIA
Hble 00 OB HeoOXonUMBI [17Ts1 31PABOOXPAHEHMS U OOLIE-  vomeHT 1o naHHbIM OMIM onpeneneHa wist 7532 deHo-
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TUIIOB ayTOCOMHO-IOMUHAHTHBIX (A/l), ayrocomMmHO-pe-
neccuBHBIX (AP) u X-cuenieHHbix (X-cl1.) 3a001eBaHUiA,
M 9TOT CMUCOK exeronHo poroiHseTrcs 200-250 HOBbIMU
(beHOTUMAMMU C ompeaeaeHHbIM reHoTunom [2]. Ioapo6-
HbII aHAJIM3 TOYEYHOM M COBOKYITHOI paciipoCTpaHeHHO-
ct OB, npoBeneHHbI HECKOJIBKMMU KOJUIEKTUBAMU, T10-
Ka3zaj, yto rpy3 OB ¢ MmaHudecTalmeil B pa3Hbie IepUOIbI
JKU3HU cOCTaBUII 6,2% OT 001Ieit YMCICHHOCTH HaceIeHUS
[3], a mo koHcepBaTuBHOI olieHke Wakap S.N. ¢ coaBT. co-
BOKYITHas pacripoctpaHeHHOCcTh OB cpeau HaceneHust co-
crasigeT 3,5-5,9%, [4].

JlanHbIe o Tpy3e op¢aHHBIX HACIEACTBEHHBIX 00JIe3-
Helt (OHB) B monysiuusix yeaoBeKa HEMHOTOUMCIEHHBI,
BapuaOeJIbHBI 110 MOMYJISIIIUAM M 3THUYSCKUM TpyIIam
U B cpeaHeM coctaBistior 0,5-2% Hacenenus [5-7].

Hamu npeasiayiye vcciaenoBanus 14 nmomyasiuuii es-
poreiickoit yactTu P® npogpeMOHCTpHUpOBaIM 3HAYUTETb-
HYIO MI3BMEHUMBOCTD NoKa3ateseit rpyza OHB u mo3Boiu-
JIA BBISIBUTH HEKOTOPbIE 3aKOHOMEPHOCTH. Tak, B cellb-
CKOIf MECTHOCTH I'py3 BBILIIE ITOYTH B 2 pa3a, YeM B Topojiax
U paiilieHTpax CeJbCKUX pallOHOB; MpeBaJupyeT OTSATO-
meHHocTb A/l matonorueit Hax AP u X-ci1.; Ben1uuuHa rpy-
32 HAXOJIUTCS B 3aBUCUMOCTH OT T€HETHYECKOI CTPYKTY-
Dbl HaceseHUs U HakTOpoB MUKpoaBotouuu [7-9]. Takke
OBbLIO IMOKa3aHO, YTO KaXKasl MOITYJISIIKS XapaKTepu3y-
eTCcsl cBoeoOpa3reM He TOJbKO BeauduHbl rpy3da OHB,
HO M YHMCJIa ¥ 9YaCTOThI BCTPEYaeMOCTU OTIEIbHBIX HO30-
JIOTHYeCKMX (hOpPM, a TAKXKe COBOKYITHOCTU U COOTHOIIIE-
HUST (HhaKTOPOB MUKPOSBOIIOLMHU, YTO MPEAIIOIAraeT He-
00XOIMMOCTb M3YUYeHHUsI 3aKOHOMEPHOCTEM, MPUCYIINX
KOHKPETHBIM PErMOHaM.

JaHHOI myOJuKalMed Mbl IIPOIOJIKAEM CEPUIO pabOT
110 KOMIUIEKCHOMY TTOIYJISILIMOHHOMY ¥ MEIUKO-TeHETH -
yeckomy obcienoBaHuio HaceaeHust Pecryonuku CeBep-
Hasa Ocetusi-Ananus (PCO-A). CtaTbsi HOCBSIIIEHA OLIEH-
ke rpy3a OHB y Bcero Hacenenust PCO-A, ero Bo3MOXKHOI
BapHalvy 10 HACeJCHHBIM MYHKTaM U aHaJIU3y MPUIMH
nuddepeHIMaly NoMyJIsILuiA 0 JaHHOMY MoKa3aTeo.

MeToabi

IIpoBeneHO KOMIUIEKCHOE ITOMYJISIIUOHHOE U Me-
UKO-TeHeTnueckoe oocienoBanne HaceiaeHnusa PCO-A.
Mg BergBnenuss OHB oGciiemoBaHo HacesleHUe 8 ceb-
CKMX pailoHOB (ApmoHCKuUii, Anarupckuii, KupoBckmit,
ITpaBob6epexnsblii, Iuropckuii, Mpadckuii, [Tpuropon-
HBI 1 MO3IOKCKMIT), ISATH TOpoaoB (T. ApmoH, T. bec-
JaH, T. Anarup, r. Mo3nok, T. BragukaBka3s) 1 4eThIpex
paitiieHTpoB (c. BIbX0TOBO, ¢.Jluropa, c.Yukomna u c. Ok-
T6pbckoe). Yucimennocts HaceneHust PCO-A 693098
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YeJl., MPUKPEIUIeHbl K MEIUIIMHCKUM YYPEXKICHMSIM
677672 4en., obcaeaoBaHO B Xo1e UccaenoBanus 543817
yesi. (378 873 mpoxkuBalolIMX B paillieHTpax U ropojaax,
164 944 — B cesbCKOI1 MECTHOCTH). Psin HaceIeHHBIX ITyH-
KTOB Y TTOJIMKJIMHUK OTKA3aJIUCh OT 00CIeI0BaHMUS.

OO6cenoBaHKe HaceJeHMs IPOBOAMIOCH B COOTBET-
CTBUM C pa3pabOTaHHBIM paHee IMPOTOKOJIOM T'€HETHKO-
AIUAEMHUOJIOTMYECKOr0 00C/IeI0BaHMS HEOOIBIITNX 10 YMC-
JleHHocTH TionyJsinuii P® (paHra paiioHa U MaJIbIX TOpO-
noB) B nepuon 2017-2023 rr. [TpoToKoJ HEOTHOKPATHO
npeacTasisiics B nmevatu [10-12].

BrisiBieHre 1 OCMOTP MAaLMEHTOB C MPENNOI0XKUTEIb-
Ho OHDB u ujeHOB ux ceMeii OCYIEeCTBASIETCS B 9KCIIEAM -
LIMOHHBIX YCJIOBUSIX BpayaMu Pa3IMUYHBIX MEIUITUHCKUX
cneumanbHocTert n3 ®I'BHY MI'HII 1 Menuko-reHeTn-
yeckoii koHcynbTrauuu (MI'K) PCO-A: reHeTukoMm, neau-
aTpOM, SHIOKPUHOJIOIOM, HEBPOJIOTOM, O(DTaIbMOJIOIOM
U T.J1. Pe3yabTaThl KIMHUYECKOTO 00CAeI0BaHUSI U JaH-
HbI€ TOMOJHUTEIbHBIX UCCIEeNOBaHUI (J1a00paTOPHBIX,
MapakJIMHUYECKUX) 3aHOCUJIUCh B MEIUIIMHCKYIO Kap-
Ty ceMmbt. 119 TIpoBeneHUsT MOATBEPXKIAIONIEH TUarHO-
CTUKHU (OMOXMMUYECKOM, IIMTOTCHETUIECKOM 1 MOJIEKY-
JISIPHO-TEHETUYECKOI) IO HEOOXOIMMOCTH ITPOBOIUIICS
3a00p Ouosornyeckoro marepuana. [as Bepupukauuu
JIMaTHO30B MCITOJIb30BaJIMCh TUAaTHOCTUYECKME KaTaao-
I'¥l U TIPOTPAMMBI.

Bce manueHTH (B cllyyae HECOBEPIIEHHOJETHUX —
UX 3aKOHHBIE MPEeACTaBUTENIN) MOANMCAIN MMCbMEHHOE
MH(GOPMUPOBAHHOE COTJIAaCKHe Ha T0OPOBOJIBHOE ydacThe
B MCCJIEIOBAaHUU, OCMOTpP Bpayamu, ororpacdpupona-
HUE, 3a00p U UCITOIb30BaHUE OMOJIOTMYeCKOro MaTepu-
aja (KpoBb, MOUa), NyoauKauuio B nevyatu. Hacrosiee
TeHEeTUKO-3IHUAEMUOJIOTMYECKOe UCCIIeI0BaH1Ee 0100pe-
Ho stdecknM Komutetom @I'BHY MT'HLI (mportokoi
Ne7 ot 20.12.2017).

bonbumucTBo OHB oTHOCUTCS K TeTepOreHHbIM 3a-
00JIeBaHMSIM U MOKET MMETh Pa3HbIe TUIThl HACISIOBAHMSI:
AJl, AP u X-cu. C Leiblo NOATBEPKAEHUS COOTBETCTBUS
oIpeJeJIeHHOMY THMITy HacjedoBaHUs (JOMUHAHTHOMY
U PELIECCUBHOMY) B SIIEPHBIX CEMbSIX ITPOBE/IEH Cerperarm-
OHHBII aHAIU3 MTPOOaHAOBBIM MeTooM BaiitHOepra, mpu-
MEHSIEMBIM TP MHOXKECTBEHHOM perucTpalliy ceMeit ye-
pe3 pa3InuHble UCTOUHUKM [13,14].

YacTUyHO HAaMM MpeICTaBIeHbI pe3yabTaThl Cerpera-
LIMOHHOTO aHan3a Mo aHaIu3upyeMoMy MaTepuainy [15].
PaciiupeHne BHIOOPKY HE CYIIECTBEHHO M3MEHMIIO I10-
JIydeHHBIE B TAHHOI paboTe pe3yabTaThl. A rpyrie ceMei
(n=666), TecTpyeMbIX Ha AP HaciiemoBaHue, 3HaUYeHNE
CerperaliMoHHON YacTOTHI (p) C YUETOM BEPOSITHOCTH pe-
ructpauuu (1=0,90) okazanock paBHbIM 0,28 +0,064, uro
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COOTBETCTBYeT oxugaemomy 0,25, ¢ Bapualuein Mexay
paitonamu ot 0,22 10 0,33. 1ot cnopanuyeckux ciaydyaen
cocraBuiia x=0,09+0,11.

JIJIst ceMeil ¢ TIpeaIoIOKUTEIbHO JOMUHAHTHBIM Ha-
CJIeIOBAaHMEM TIPOBEICHO [1Ba TECTUPOBAHMS B 3aBUCUMOCTH
OT crocoba perucTpaluu (depe3 MopakeHHOTO POIUTEIIS
WIM MOpaxkeHHOTro pedeHka). [1pu «monHoi» peructpaiumu
(4yepes MopaxxeHHOIo POAUTEISI) TUIIOTe3a JOMUHAHTHOTO
HacJIeIOBaHUSI TIPOBEPSUIACh IIPY CPABHEHUH OXKMIAEMOI0
U HAOJII01aeMOT0 COOTHOIIEHUSI 3M0POBBIX M OOJIbHBIX CHO-
coB (1:1; 0,5) B ssmepHBIX CeMbIX METOIOM %> B 153 ceMbsix
¢ 489 cubcamu (y* = 2,29, p>0,05, d.f.=2). B ciayuae peru-
CTpalliy Yepe3 OOJIBHOr0 pedeHKa MPOBEICHO TECTUPOBA-
Hue mpobaHI0BbBIM MeToaoM BaiiHOepra. CerperalimoHHast
yactoTta coctaBuia 0,49+0,011, BeposITHOCTb perucTpaluu
n1=0,88. MuHMMaIbHbIE 3HAYEHUS BEPOSITHOCTU PETUCTpa-
uu 1=0,81 onpeaeneHbl B ATarMpCKOM pailoHe, MaKCU-
manbHble 1=0,98 — B [IpaBo6epexxHoMm. [1pu mHorux OHB
MpOBe/ieHa MOATBEPKIAIOIIAsT MOJIEKY/ISIPHO-TeHETHYeCKast
JMATHOCTUKA, YTO ONPEAEIIIO TOUHBIIA TUArHO3 U TUIT Ha-
ciieoBaHusI 3a00J1eBaHusT. XpoOMOCOMHasl (BKJItovasi repe-
CTPOIKM), MUTOXOHIPHUAIbHAST W TTOJIMTeHHAsT ITaTOJIOTHsI
rocJie BepuduKaum 1MarHo30B UCKJIIOUEHbI U3 TaTbHei-
1rero aHanu3sa otsromeHHocTy OHB.

IMocne noaTBep:KAEHUS TUIIA HACIEIOBAaHUS ITIPOBE-
neH pacuet rpy3a OHB (AJl, AP u X-cu.) cpenu Hacese-
HMS1 00C/IeI0BaHHbBIX TTONyJIsLvii. B Ta6a. 1 mpencraBieHbl
YUCJEHHOCTb 00caenoBaHHbIX nonysiuuit PCO-A u ync-
JIO BBISIBIIEHHBIX MalueHToB ¢ OHB.

I'py3 OHB paccunTaH Kak OTHOLIEHUE BHISIBICHHO-
ro KOJIMYECTBA MallMEHTOB ¢ 3a00JIeBAaHUEM C OMpeaesIeH-
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HbIM TUTIOM HacyenoBaHust (Al u AP), K YMCIeHHOCTHU
(Ha 1000 yenoBek) obcaenoBaHHOM nomnyasuuu. B ciayyae
X-CII. TaTOJIOTUM YYUTHIBAIACh YNCIEHHOCTh TOJIBKO MYXK-
ckoro HaceseHus [10-12].

JIJIst cpaBHMTEIBHOTO aHaIM3a 3HAYEHMI1 Ipy3a METO-
JIOM Y? ¥ KOppeNsILIMOHHOTo aHamu3a (1o [TupcoHy) Mexmy
BEJIMYMHOM TPy3a 1 ITOKa3aTeJISIMU TeHETUYECKOM CTPYK-
Typbl UCITOJIb30BaHa MporpaMma Statistica v. 23.

PesynbraTbl nccnefoBaHusa n ux obcykpeHne

B pesyabraTe mpoBeneHHOTO MOITYISIIMOHHOTO U Me-
UKO-TeHEeTUYeCKOro oodcaenoBanud HaceiaeHus PCO-A
C MCTIOIb30BaHUEM MHOXECTBEHHOM PETUCTPAIIUU OT Me-
TUIIMHCKOTO TIePCOHAIa JICUCOHBIX YUPEXKICHUI pa3Ind-
HOTro npoduJs rmoaydeHsl faHabie 00 11199 manmenTax
C BPOXXICHHON U TIPEIITOIOXKUTEIFHO HACICACTBEHHOM T1a-
TosIorueit. B pesynbraTte 0cMOTpa MAIIMEHTOB U WICHOB MX
ceMeii, coopa aHaMHECTUYCCKMX, TeHEATOTMICCKIX TaH-
HBIX, Pe3YJIbTATOB TOTIOJHUTEIBHBIX 00CTeI0BAHUI (PEHT-
reHorpadus, MarHUTHO-PE30HAHCHAST M KOMITbIOTepHAas
Tomorpacdus, SHIedarorpadus, 3JaeKTpoMuorpadus, 1Im-
ToreHeTHUecKuit aHanu3, FISH-ananm3 u mp.) yacTh manm-
€HTOB C M30JIMPOBAHHBIMH BPOXKICHHBIMH ITOPOKAMHU Pa3-
BUTHS, TIEpUHATAILHOMN, MHOTO(AKTOPHOM! ¥ XPOMOCOM-
HOM Mmarosiorueli uckiouyeHa u3 aHaimsa. Bcem nauyeHTam
TIPOBEICHO MEINKO-TEHETUIECKOE KOHCYJIFTUPOBAHHUE.

[locne noaTBepxKaaroLieli AMArHOCTUKU U KOMILIEKC-
HOT'0 TEHEeTUYECKOIO aHa/M3a omnpeaeieHa Irpymia ce-
meit ¢ OHB mist pacuera u olleHKA M3MEHYMBOCTH TPY-
3a. Jlmarno3 OHB BoisiBiieH y 2115 6onbpHBIX 13 1489 ce-

Ta6bnuua 1. YncneHHocTb 0b6cnenoBaHHOro HaceneHus Pecny6nuku CesepHoin Ocetun AnaHum

Table 1. The number of examined population of the Republic of North Ossetia-Alania

Topona u paiilieHTpbl Cesbckoe HacesleHue nUTOIo
Topon/paitueHTp YucaeHHOCTh Paiion YucaeHHOCTh YucneHHOCTD Yucno 60bHBIX
. ApIoH 19 800 ApIOHCKMIA 11632 31432 183
r. becnan 37029 [1paBoGepekHbII 22683 59712 283
¢. DJIbXOTOBO 13 500 KupoBckmit 14916 28416 151
r. Anarup 20950 Anarupckuit 16577 37527 198
c.Jluropa 11072 Jiuropckuit 9224 20 296 142
c.Yukomna 7700 Upadcknit 7679 15379 126
c. Okrg0pbCcKOe 6 500 [TpuropoaHsblit 34144 40 644 173
r. Mosnok 42 155 Mosznokckuit 48089 90 244 342
r. Bnannkaskas 220 167 220 167 520
Hroro 378 873 164 944 543 817 2115
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Mmeii (Al — 840 6ombHbIX 113 509 cemeit, AP — 607 6071bHBIX
n3 484 cemeii, X-cu1. — 148 6onbHbIX 13 108 cemeit). B cenb-
CKUX IMOMyJISALUsX BbIsiBIieHO 1015 60ibHBIX U3 659 ce-
Meii, B ropoaax u paiiieHTpax — 1100 6onbHbIX 13 830 ce-
meit (¢ AL matonorueit — 1066 00JIBHBIX U3 656 cemeii,
AP — 829 60abHBIX 13 666 cemeit, X-ci. — 220 GOJIbHBIX
n3 167 cemeii).

I'py3 OHB ¢ pacnpeneneHueM mo TMIiaM HacjieIoBa-
HUSI U cpenHsisl pacnpocTpaneHHocTh OHB mnipencraie-
HbI B TA0. 2.

Medical genetics 2024.Vol. 23. Issue 8

AHanu3 JaHHbBIX Ta0J. 2 MoKaszaj, YTO Y HaceJeHUsI
PCO-A BbIsIBJIEHBI 3aKOHOMEPHOCTH pacrpeneaeHus rpy-
3a OHB, xapakTepHble 111 BceX paHee 00Caea0BaHHbBIX
cyobekToB P®D: nmuaupyloleii o BeJIMYMHEe Ipy3a siBJsI-
€TCsI HacJIeACTBEHHAas naTojiorust ¢ AJl Tumom Hacyieno-
BaHUsI, YTO XapaKTePHO KakK [UIsl TOPOJICKUX, TaK U CEJIb-
ckux nonyasuuit [7,9,12]. OrsaromenHocts AL OHB
ceJIbcKOro HacesneHus coctaBuna 3,21+0,139 (Bapuanus
ot 1,99+0,241 B IIpuropomHoM paiione 1o 6,90+0,945
B MpadckoM), UTo TTOUYTH B IBa pasa BIIIE, YEM TOPOI-

Ta6nuua 2. OtaroweHHocTb OHB ropofckoro n cenbckoro HaceneHus PCO-A
Table 2. The burden of OHDs in the urban and rural population of the Republic of North Ossetia-Alania

Paiion I'py3 Ha 1000 yenoBeK/MyKUNH* Pacrp.
Al | AP | X-cu.* | CymmapHas
CebcKOe HacelleHHe
ApIOHCKMIA 4,64+0,630 2,58+0,470 1,3840,486 8,60%0,821 1:116
IIpaBoGepeKHbIIT 3,48+0,391 2,78+0,349 0,79+0,264 7,050,540 1:142
Kuposckuit 3,22+0,464 2,61£0,418 1,7440,319 7,58+0,668 1:132
AJTarupcKuii 3,5610,463 2,534+0,390 0,840,531 6,94+0,625 1:144
Jluropckuii 6,40+0,830 2,93+0,563 1,30£0,4513 10,62+1,035 1:94
Upadckuii 6,90£0,945 4,04+0,724 0,7840,211 11,72+1,208 1:85
ITpuroponHslii 1,9940,241 1,90+0,236 0,76+0,211 4,66+0,353 1:215
Mo3snokckuit 2,27+0,217 2,23%0,215 0,96%0,199 5,45+0,321 1:184
CpenHeB3BelIeHHOE 3HAUYCHUE 3,210,139 2,4510,122 0,99+0,110 6,650,193 1:150
Toponckoe HacesieHHe ¥ paiilieHTPbI
r. ApIoH 2,88+0,381 1,3610,262 0,71£0,267 4,9540,481 1:202
r. becnan 1,9440,229 1,40£0,195 0,43£0,153 3,78+0,310 1:264
¢. DIIbXOTOBO 1,700,355 1,560,339 1,0440,392 4,30+0,528 1:233
r. Anarup 2,43+0,340 1,38+0,257 0,95£0,302 4,77£0,452 1:210
c.luropa 2,53+0,477 1,5410,372 0,90+0,404 4,97£0,637 1:201
c.Yukoma 2,60+0,560 1,8240,485 0,52+0,367 4,94+0,777 1:203
¢. OKT0pbCcKOE 1,854+0,5321 1,690,510 1,23£0,615 4,7740,798 1:210
r. Mo3nok 1,14£0,164 0,76+0,134 1,090,227 2,99+0,240 1:335
r. BrnanukaBkas 1,040,068 1,01£0,068 0,65+0,077 2,69+0,103 1:372
CpenHeB3BeIIEHHOE 3HAUEHNE 1,4210,061 1,12+0,054 0,730,062 3,27+0,087 1:306
CymmapHbie 3HAYEeHHUS IPy3a N0 NOMyJISIUsAM

ApPIOHCKMIA 3,5340,335 1,81£0,240 0,95+0,246 6,30+0,429 1:159
IMpaBoGepexXHbIIT 2,530,206 1,93+0,179 0,57+0,138 5,02+0,281 1:199
KupoBckuii 2,5010,296 2,11+0,272 1,41£0,315 6,02+0,431 1:166
Anarupckuit 2,93+0,279 1,89+0,224 0,91£0,220 5,730,374 1:175
Juropckuit 4,29+0,459 2,1740,326 1,08+0,327 7,540,585 1:133
Wpadekuit 4,75+0,554 2,93+0,436 0,65+0,291 8,32+0,718 1:120
ITpuroponnbrit 1,9740,220 1,870,214 0,84+0,203 4,67+0,323 1:214
Mo310KCKMii 1,74%0,139 1,540,131 1,02+0,150 4,300,205 1:233
r. Bnanukaskas 1,030,068 1,01£0,068 0,65+0,077 2,69+0,103 1:372
CpenHeB3BellIeHHOe 3HAYCHIE 1,96+0,060 1,5240,053 0,8140,055 4,29+0,084 1:233

ITpumeuanne: Al — ayTOCOMHO-IOMUHAHTHBII TUIT HaclenoBaHUs, AP — ayTocOMHO-pelieCCUBHBII TUIT Hacaen0BaHusl, X-CIL.* — X-CLierJIeHHbI i
TUI Hacjie0BaHusl (OTSTOLIEHHOCTh pacCuMTaHa Ha MyXcKoe HacesneHue), CymmapHasi— cymmaphblii rpy3 OHB, Pacnip. — cymmapHast pacrnpo-

crpaHeHHocTh OHB.
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ckoro — 1,42+0,061 (xone6anwmst ot 1,040,068 B 1. Bia-
nukaBkase 1o 2,88+0,381 B r. ApnoH ApAOHCKOIO paii-
oHa). Cnenytoleit mo 3HayeHUsIM Ipy3a onpeneneHa AP
naToyiorusi. Y cejb4aH JaHHBIA MOKa3aTeJb COCTAaBUII
2,45%0,122 (mnamason ot 1,90£0,236 B [IpuropongHoM
patione no 4,04+0,724 y ceabuan Mpadckoro paiioHa).
Juddepenumnanus B rpy3e X-Cl. TaTOJOTUU HE CTOJb
cuiabHO BhipaxeHa: 0,99+0,110 B cebCKO MECTHOCTH
n 0,73%£0,062 y ropoxan (n3mMeHYnBOCTh OT 0,43%0,153
B I. becnan no 1,74+0,319 B Kuposckom paiione). On-
HaKO aHaJIu3 BCero MaccuBa JaHHBIX (8 CEIbCKUX U 9 TO-
POICKMX MOITYJISIIINI) MoKa3ajl Haludyue U3MEHYMBO-
ctu rpy3a OHB co BceMu TunaMu HacjieIoBaHUS BO BCEX
paccMaTpuBaeMBbIX TpyMmax: IJsl CeJbCKUX PailoOHOB
(szﬂ=99,07; Xap=14,14; x%,,=7,23; d.£.=7, p<0,05) u ro-
ponos u paituentpos (x°,,=99,27; x*,,=21,56; x°,=8,86;
d.f.=8, p<0,05). AuddepeHunaius B mokaszaTejsix rpy3a
AJl, AP u X-clI. maToJ0TUM BhISIBJIEHA U MPU COMOCTaBJIe-
HUU CPEIHUX 3HAYCHUI IJIs1 TOPOICKUX U CEIbCKUX KOTOPT
(X2M=198,33; p=132,59; x4,,=38,24; d.f.=1, p<0,05).

Takum ob6pa3oM, B paccMaTpuBaeMoii BLIOOpKE Ha-
ceneHusi PCO-A BbisiBIeHa u3MeHUYMBOCTh Tpy3a OHbB
¥ nuddepeHIanms MexIy TonyIsIuusIMA JaHHOTO T10-
KazareJsl.

CpasHumeneHellt aHanus epy3a OHb
y HaceneHus PCO-A ¢ parHee 06¢/1e008aHHbIMU
nonynayuamu eaponetickou Poccuu

IIpoBeneH cpaBHUTEIbHBIN aHAIU3 BHOBb IOJIyYeH-
HbIX olieHOK Tpy3a OHbB y nacenenuss PCO-A ¢ paHee 00-
cienoBaHHbIMU 14 pernoHamu P® cymMapHOIi YMC/IeH-
HOCTbBIO 00CJIeIOBaHHOTO HaceJIeHus 0oJiee 4 MIJIH Yeso-
BeK. B Ta0u. 3 npencraBieHbl JTaHHBIE O YMCiIe OOJbHbIX,
rpy3e OHbB u yncieHHOCTH 00CIen0BaHHOTO HAaCceIeHUs
corpynHukamu @T'BHY MI'HII 3a nepuon 1983-2023 rr.

W3 tabn. 3 cienyeT, 4To MOJyYeHHbIE B HACTOSIIIIEM
HUCcCceq0BaHUM JaHHBIE 1o pasMepaM rpyza OHbB 61u3ku
K MOJUATHUYECKUM ITOITYJISILIUSIM, YTO OCOOEHHO HATJISII -
HO B CEJIbCKUX MOMYJISLIMSIX, 3HAYUeHUs U pa3dpoc rpysa
B KOTOpBIX HanboJjee Boicoku: 4,76—11,82/1000 B Kapa-
yaeBo-Yepkeccuu, 5,20—11,70/1000 B Tatapcrane, 3,83—
9,08/1000 B bamkoproctane. Cpenu permoOHOB, 3aCeyICH-
HBIX pyCCKUM HaceJieHueM, TOJIbKo B KupoBckoii odiact
B IBYX paiioHax (AdaHacbeBcKOM, CBEYMHCKOM) BbISIB-
JIEeHBl MaKkcuMabHble 3HaueHUs rpy3a OHB. Paiionbr xa-
pPaKTepU3YIOTCS HEOOIBIIION YUCIASHHOCTHIO M BHICOKMMU
rnokasarejsasMu ciiy4ailHoro nHOpuauHra. CpenHeB3Be-
1meHHble 3HaueHus rpy3a OHDB 6onee ctabunbHbL. JlaH-
Hasl CUTYyalusl 1I0Ka3bIBaeT, YTO U3MEHUMUBOCTD 10 TPY3y
AJl u AP Gone3sHeii B 00JIbIIIEH CTEIIEHU OOHAPYKUBAET-

Medical genetics 2024.Vol. 23. Issue 8

€SI MEXITy TTONYJISIIUSIMUA Pa3HOTO MePapXUIECKOTO YPOB-
HsI — YeM HIDKe MepapXMueCKil ypOBEHb MOIMYJISILIMK, TEM
Oouibiast nuddepeHIMalMs BbISBISIETCS MEXKIY MOIyJIsi-
uusMU. JlaHHBIA (DaKT JUITHUI pa3 MoauyepKUBaeT Heo0-
XOIMMOCTbh TJTyOOKOTO U BCECTOPOHHETO M3yYeHUs Kax-
JIOTO PErMOHa.

CyMMapHasi pacipoCTpaHEeHHOCTb HAaCJIeCTBEHHbIX
3a00JieBaHMI 17151 Bcero HaceneHus: coctasuia 0,5-1%.
W3meHunBocTh no nomyasuusim ot 1:91 (11,82/1000) ye-
JoBek 10 1:763 (0,55/1000).

BrusHue ocHOB8HbIX hakmopos MUKpO380IOYUU
U OUHAMUKU 2eHopoHOa Ha pa3mepsi 2py3a OHb
8 nonynayusax PCO-A

s 0ObsICHEHUS BBISIBJICHHOI HEOTHOPOIHOCTH TPY-
3a OHbB npoBeneH KoppelsLMOHHBIN aHaJIU3 MEXIY Be-
JIMYMHOM OTSTOLIEHHOCTU HAaCEAECHUS pa3IMYHbIMU TUIIA-
mu (A, AP u X-c11.) HacaeACTBEHHOI MaTOJOTUU U KO-
JINYECTBEHHOM OLIECHKOM OCHOBHBIX (PaKTOPOB JMHAMUKHU
reHogoHaa (apeiida reHoB, MUTpaLIMii, MyTalIMOHHOTO
mpolecca, eCTeCTBEHHOTo 0TOopa). PaHee HaMu Konye-
CTBEHHO OLICHEHBI OCHOBHBIE TIOIYJISILIMOHHBIC XapaKTepy-
CTHMKH BCETro U3ydeHHOro HaceyneHus [16]. B Tadu. 4 mpen-
CTaBJICHBI pa3JIMYHbIC ITOKA3aTEIM F€HETUUECKOM CTPYK-
TYPbI HACEJICHUSI.

YacToTa BCTpe4aeMOCTH BHOBb BOZHMKIINX MYTalIMii,
OlIEHEHHas MPSIMBbIM METOZIOM, He TToKa3ajia HaJIuJIus pa3-
muanii (% =1,94, D.f.=8, p>0,05) B paccmarpuBaeMoii KO-
ropte 600JbHBIX. I3MeHYMBOCTD TTOKA3aTeIsI pacpocTpa-
HEHHOCTU BHOBb BO3HUKIINX MYTalliii HAXOIUJIACH B M-
anazoHe ot 0,13 (r. Bmanukaska3s) no 0,19 (Mpadckuii
paiion) Ha 1000. CpegHee 3HaUeHME BHOBb BO3HUKIIINX
MyTallMii Ha JIOKYC Ha ITOKOJIEHHE BO BCEM MaTepuaJjie Co-
ctaBuiio 0,497%10-. Takke He BBISIBICHO 3HAYMMBIX KOD-
PEJISILIMIA Y TIPY aHAJIM3€ POJIM MHIEKCAa MAaKCUMAaJIbHO BO3-
MOKHOTO ecTecTBeHHOro otbopa. KoadduimeHTs Koppe-
JISIIUA MEXITY Pa3IMUYHbIMU MMapaMeTpaMu TeHeTUYeCKON
CTPYKTYPBI IIPECTaBICHBI B TA0.1.5.

Janee u3ydeHa poJib apelida reHOB U MUTpaluit
B nuddepenumanuu nomyasuuii mo rpysy OHB. B ana-
JIN3 BKJTIOUEHBI KOJIMYECTBEHHbIE TAHHBIE 10 OLIEHKE Ipeii-
¢ba reHOB U CTEeNEHU U3OISLIAM MOMYIALuii (Tab. 4): 1o-
KaJIbHBI MHOPUIUHT (a), caydaitHblii nHOpuauHT (F
¥ uHaekc aHgoramuu (MU9).

IIpoBeneHHBIN KOPPEAILUMOHHBIN aHalIu3 MoKasai,
YTO MOJYYEHBI BBICOKME KOI(PPUIMEHTHI KOPPEISILIUN
(Tabn. 5) mexnay 3HadeHussMu rpy3a AJl, AP maronorun,
cymmapHbiM tpysom OHB u Benwuunoit Fg (r=0,82,
r=0,91, r=0,85) u nokanbHoTO MHOpUAMHTA a (r=0,88,
r=0,96, r=0,91).

ST)
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OlLieHKa poJIM MUTPALIMi U CTEIIEHU M30JIMPOBAaHHO-
CTU TOMYJISILMI B BapuabeaIbHOCTU 3HaueHui rpy3a All,
AP matonoruu u cymmapHoro rpy3za Hb takke mokazana

HaJIMYM€ 3HAYUMbIX, HO 0oJiee HU3KUX KOB(b(I)I/IL[I/ICHTOB

koppensuuii (r=0,58, r=0,52, r=0,53). Ing X-c11. maTojo-

Medical genetics 2024.Vol. 23. Issue 8

MU 3aKOHOMEPHOCTE! He OIpeeIeHO HU B OTHOM 13 aHa-
m30B (Tadu. 5). KoadduumeHT Koppeasiimy MexKIy rpy-
30M A/l u AP OHB cocrtasun r=0,89+0,120.

Takum 06pa3oM, MOJyYeHHbIE PE3YIbTaThl JEMOH-

Ta6nuua 3. Pe3ynstaThl reHETMKO-3MUAEMMONONMYecKoro obcnefoBaHnsa nonynaumnii Poccum

Table 3. Results of genetic and epidemiological survey of Russian populations

CTPUPYIOT BEAYILYIO POJIb TEHETUYECKOro aApeiida, mo-

YucieHHOCTh y I'pys OHB/1000
rop
Cybrext PO DTHUYECKAs rpyIna GosbHBIX |  06cien0BaHo / cen | Pasbpoccymmaphoro |
OHB (4MCI0 pailoHOB) rpy3a Max/Min per
Pycckue pasingHbix peruoHos (00aacts/Kpaii) (>0,90% teppuropun)

Koctpomckast Pycckue u np. 696 444 476 r 0,55—6,05 1,71
a0 c 1,47—5,52

Kuposckast Pycckue u np. 784 286 616 r 1,37—6,39 2,98
(12 c 2.25-9,47

KpacHonapckuii Pycckue u np. 789 426 700 r 1,80—2,31 1,99
(6)

ApxaHresbcKas Pycckue u np. 103 40 000 c 2,95—3.,85 2,94
(5)

BpsiHckas Pycckue u np. 166 88210 r 1,67 1,94
M c 2,21

TBepckast Pycckue u nip. 142 76 000 r 1,57—2,25 2,07
& c 2,42-2,46

PocroBckast Pycckue u ap. 1841 497 460 r 1,70—2,82 2,98
(12) c 2,61—4,47

TTomaTHHYecKHe onysuuu (Pecny0imkm)

Yysarmmst Yygarm, pyccKue u Jip. 679 264 490 r 1,28—3,18 2,80
© c 2,78—4,94

Mapuii D MapuiiLibl, pyCCKUeE U JIp. 763 276 900 r 1,78—4,20 3,02
) c 2,05-6,07

Tatapcran Tatapsl, pycckue u zip. 1602 264 098 r 2,75—6,38 6,07
®) c 5.20—11.70

bamikoprocran bBaiukupsl, pycckue u ap. 1192 250 110 r 1,54—4,08 4,77
®) c 3,83-9,08

YamypTust YIMypThbL, pycCKUe U IIp. 798 267 655 r 1,29—4,27 3,39
©) c 3.47-7,52

Anpirest ANBITELIBI, PyCCKUE U JIP. 212 101 800 (4) c 1,48—2,93 2,60

KapavaeBo-Yepkeccus KapauaeBIibl, Y4epKeChI, 1870 410 268 (10) r 2,34—7,60 4,86

a0a3uHbI, HOTAIIBI U JIP. c 476—11.82

CesepHas Ocetusi- OCeTUHBI, pYCCKUE, MHTYIIH, 2115 543 817 r 2,69—4,97 4,29

Ananust KYMBIKM U JIp. (8) c 4.66—11.72

HUTOI'O 13752 4238812 (105)
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pa3aeIeHHOCTHY TIOIYJISIIIUI B COUeTaHUM C IeiCTBUEM
MUTPAIMOHHBIX MPOLIECCOB IMPU HE3HAYMTEILHOM BIIWSI-
HUU €CTeCTBEHHOI'0 0TOOpa M BHOBb BOZHUKIIIMX MyTaIlUid
B (hbopMupoBaHuHU BennunHb Tpy3a OHB.

O6cyxpeHne

B Hacrosee BpeMst MUpOBast O0IIECTBEHHOCTD yie-
asteT 6ounbinoe BHuManue Ob (1o 80% 13 KOTOPBIX UMe-

Medical genetics 2024.Vol. 23. Issue 8

0T TEHETUYECKYIO PUPO/Y), UX COBOKYITHOI U TOYEY-
HOI pacpoCTPaHEHHOCTHU, KOJIMYECTBY HO30JIOTUIA, U3y~
YEeHHUIO IaToreHe3a M pa3paboTKe MpernapaToB IJIsl UX
neueHus [3,4]. OgHako naHHble o rpy3e OHB B monynsi-
LMSIX U 9THUYECKUX IPYIIIAX, IOJIyYeHHbIE C UCITOIb30-
BaHUEM KOMIUIEKCHOTO F€HETUKO-3IMUIEMUOJIOTMUECKO-
ro KccjaeaoBaHusl, EAMHUYHBI, 00JIbIIAs YacTh MyOJIUKa-
LW MOCBSIIeHa U3YYEHUIO OJHOrO 3a00jIeBaHUs WU
rpyrmn OHB [3-6].

Ta6bnuua 4. OcCHOBHble NapameTpbl reHeTUYeCKoN CTPYKTypbl HaceneHna PCO-A [16].

Table 4. Main parameters of the genetic structure of the population of the Republic of North Ossetia-Alania [16].

Cybromynsums OrgrowmenHocts Hb F . -
ALl AP X-cu. CymM. Im If Itot
ApPIOHCKUI pailoH 4,64 2,58 1,38 8,60 0,00446 | 0,00403 0,31 0,044 0,192 0,244
[IpaBobGepeskHbI paitoH 3,48 2,78 0,79 7,05 0,00293 | 0,00407 0,31 0,021 0,216 0,242
Kuposckuii paiton 3,22 2,61 1,74 7,58 0,00258 | 0,00222 0,29 0,021 0,152 0,176
AJarupckuii paiton 3,56 2,53 0,84 6,94 0,00421 | 0,00441 0,27 0,000 0,188 0,188
Jlvropckuii paitoH 6,40 2,93 1,30 10,62 | 0,00281 | 0,00430 0,39 - - -
HWpadckuit paiton 6,90 4,04 0,78 11,72 0,00707 | 0,00668 0,55 - - -
[TpuropomaHbIil paiton 1,99 1,90 0,76 4,66 0,00298 | 0,00137 0,18 0,014 0,208 0,225
MoO3IOKCKHUi pailoH 2,27 2,23 0,96 5,45 0,00154 | 0,00281 0,38 0,048 0,159 0,214
r. Ap1oH 2,88 1,36 0,71 4,95 0,00084 | 0,00044 0,29 0,006 0,190 0,197
r. Becnan 1,94 1,40 0,43 3,78 0,00050 | 0,00021 0,22 - - -
C. DIbXOTOBO 1,70 1,56 1,04 4,30 0,00142 | 0,00067 0,27 0,009 0,191 0,201
r. Anarup 2,43 1,38 0,95 4,77 0,00085 | 0,00035 0,25 0,038 0,224 0,270
c. luropa 2,53 1,54 0,90 4,97 0,00147 | 0,00083 0,47 0,101 0,142 0,258
¢. Yukona 2,60 1,82 0,52 4,94 0,00246 | 0,00177 0,45 - - -
¢. OkTsI0pbCcKOe 1,85 1,69 1,23 4,77 0,00133 | 0,00090 0,04 0,007 0,286 0,296
r. Mo3nok 1,14 0,76 1,09 2,99 0,00014 | 0,00017 0,19 - - -
r. Bragukaskas 1,04 1,01 0,65 2,69 0,00029 | 0,00002 0,30 - - -

IIpumevanue: Yuci. — yucaeHHOCTb HaceneHus; Al — ayToCOMHO-IOMUHAHTHBII; AP — ayrocoMHO-pelieccuBHbIN; X-Ccll. — X-CUEIJIeHHBbIIA;
CymmM. — cymmapHbiit py3 OHB; Fg — ciyyaitHbiit MHOpUAMHT; a — JTOKaIbHbIA MHOpUAMHT; MO - MHIEKC 9HI0raMuu.

Ta6bnuua 5. KoadpduumeHTbl Koppenaunm mexgy pasnvyHbIMU NapameTpamy FeHeTUYECKO CTPYKTYPbl NOnynaLmin

Table 5. Correlation coefficients between various parameters of the genetic structure of populations

IMapameTpbl nHnekca Kpoy
Twun HacnenoBaHust F, a ns
Im If Itot
ALl 0,82+0,15 0,88+0,12 0,58+0,21 0,0740,26 —0,2440,29 —0,19+0,25
AP 0,91+0,11 0,96+0,08 0,5240,22 —0,134+0,26 —0,1940,26 —0,32+0,25
X-cI. 0,13£0,26 0,19+0,25 —0,17+0,25 —0,1040,26 —0,09+0,26 —0,07£0,26
CyMMapHBblii rpy3 0,85+0,14 0,91%0,11 0,53+0,22 —0,17£0,25 —0,17£0,25 —0,26+0,27

30

MeouyuHckas 2zeHemuka [Medical genetics] 2024; 23(8)




ISSN 2073-7998

MeouyuHckasa 2zeHemuka 2024. Tom 23. Homep 8

https://doi.org/10.25557/2073-7998.2024.08.23-32

B HacrosieM nucciie1oBaHUM MpeaCcTaBIeHbl MaTepU-
aJIbl TeHETUKO-3MMUIEMHUOJIOTMYECKOT0 00CIIeIOBaHMS Ha-
cenenust PCO-A. TTonyyeHHbIe 3HaUCHUSI Tpy3a XapaKTe-
PU3YIOTCS U3MEHYMBOCTBIO C OOJIBIIMM TMAa30HOM BeE-
JuurH. OgHAKO BbISIBIEHBI HEKOTOPbIE 3aKOHOMEPHOCTH
pacripenesieHusI rpy3a 1o U3y4eHHbIM MOy, Mak-
cumanbHble 3HaueHus rpy3a OHB BoisiBneHs B Upagckom
paifone (B paiitieHTpe 4,94/1000, y cenpuan 11,72/1000),
MUHUMAaJbHbIe — B T. Bragukaskase 2,69/1000. B aTux
K€ TIOMYJISILIUSIX BBISIBJIEHBI MAKCUMaJIbHbIE 1 MUHMAJTb-
Heie yposuu F¢. (7,07/1000 1 0,29/1000 cooTBeTCTBEHHO)
ua (6,68/1000 u 0,02/1000) [16]. Hamm npenbiayiime pe-
3yJIbTaThl MIOKA3au, YTO TaKas BaprabeJbHOCTh XapaK-
TepHa I MaJIbIX [0 YMCJIEHHOCTH 3THOCOB — B Kapava-
eBo-Yepkeccun (4,76—11,82/1000), Tarapcrane (5,20—
11,70/1000), bamkoproctane (3,83—9,08/1000) u ap.

C Haleit Touku 3peHus BeanunHa rpyza OHbB B no-
MYJIAIUSX YeJI0BeKa MOXET ObITh HECKOJIBKO BBIIIE, YeM
OlIEHEHHAsI B HAIIIMX UCCIIEAOBAHUSIX — YacTh MTAlIMEHTOB
MorJIa ObITh MPOMYyIIeHa. DTO MOXET OBbITh CBSI3aHO C He-
CKOJIbKUMM OCHOBHBIMU MPUYMHAMU: HE 3aperUCTPUPO-
BaHBI MAIlMEHTHI B TOKJIMHUYECKOM CTaIuM 3a00JIeBaHMS
(nJ1s1 Goe3Hel ¢ MO3IHMUM HavyalaoM) MO0 ¢ CyOKJIMHUYE-
ckuMM (popMaMM, MaleHThl ¢ TsekeabiMu OHB ooMeHa
BellecTB (Ietu Ao 1 roga), HaxoasIuecs B CTallMoOHapax,
0OJIbHBIE, HEe MPOXUBAIOIINE HAa TaHHBIM MOMEHT B PETH-
OHe, yMeplIliue K MOMEHTY oOciieqoBaHusl. Takke HCXO-
151 13 naHHbIX @OMC He Bce MallMeHThl COCTOST Ha yde-
Te B MEAULIMHCKUX OPraHU3alUsIX perioHa, a YacTb ceMeit
(mo 5%) oTka3zanach OT 00CeIOBaHUS 110 Pa3HBIM TIPU-
yrHaM. MBI TakXe MpearnosaraeM, 4To OCBeIOMIEHHOCTh
Bpayveil pa3nuuHbIX crieluanbHocTeit 00 OHDB HenocTaTtou-
Ha, 4YTO HEM30eKHO JOJKHO IMTPUBOAMTH K ITPOIYCKY €IM-
HUYHBIX CTy4YaeB PeIKUX HACIEeNICTBEHHbBIX 3a00JeBaHUMA.
C aTUMH pobJiIeMaMM CTAJIKUBAIOTCS Bpayu BCEX CTpaH.

BcaencTBre BBIIEU3IIOXKEHHOTO CIEAYeT BHECTU He-
KOTOPBIE KOPPEKTUBBI C YI€TOM OIPaHMYEHHOTO KOJIMYe-
CTBa HO30JIOTUYECKMX (DOPM, MPEAYCMOTPEHHBIX HAILIUM
HCCleNOBaHUEM. YUUThIBAsI, YTO Halll TPOTOKOJ ITO3BOJISI-
€T PerMCTPUPOBATh TOJIBKO 0K0J10 TIojioBuHBI OHB, 1, co-
OTBETCTBEHHO, IIPUMEPHO ITOJIOBUHY Tpy3a, MOJYyYeHHbIE
JAHHbIE CBUIETEIBCTBYIOT O CEPbE3HOCTH MEIMIIMHCKOM
U COLIMaJIbHOM MPO0OJIeMbl OTSATOIIEHHOCTU POCCUICKOTO
HaceJIeHUs HacJIeACTBEHHOM maTojorueii. bonbImHCTBO
M3 BBISIBICHHBIX B XOJIe UCCIIeNOBaHUs 3a00JIeBaHUIA MH-
BaJIMAU3UPYIOIIME.

W3yuyeHne u3aMeHYMBOCTH BenuunHbI rpy3a OHB my-
TEM COITOCTaBJIEHUSI ¢ OCOOEHHOCTSIMU F€HETUYECKOM
CTPYKTYPBI MIO3BOJIMJIO BHISIBUTH ONpee/ieHHbIe 3aKOHO-
MepHocTu. [ToTydeHHBII pe3yJbTaT MpearoiaraeT, 4To Ta-
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Kue GakTopbl TMHAMUKY reHOo(hOH/1a, KaK BHOBb BO3HMK-
IIIMe MyTallu1 1 €CTECTBEHHBII OTOOP HE MOTYT SIBJISITCSI
npuarHoii nuddepenunanuu nonynsuuii PCO-A no rpy-
3y OHB. OgHako Ha OCHOBAaHUM MOJYYE€HHBIX BBICOKUX
K03((GUILIMEHTOB KOPPEISLIUK BBISIBIIEHO 3HAYMMOE BJIM-
SIHME TeHeTHYECKOro apeiida 1 MeHbIIask pOJIb MUTPALIM-
OHHBIX XapaKTePUCTHUK, YTO XapaKTEPHO JIIsl OOJIBIITMHCTBA
pernoHoB PD, B KOTOPBIX HE MPAKTUKYIOTCS KDOBHOPO/I -
cTBeHHbIe Opaku [11, 12]. Huskue nokazatenu D cBsi-
3aHbI C TEM, UYTO MPEACTaBUTEIN TUTYIbHOU Haluu (oce-
TUHBI) TPOXKUBaIOT Ha Tepputopun CeBepHoit u KOxHOI
Ocetuu, 6paku MexXIy peacTaBUTEISIMU ABYX PECITYOIUK
MPOUCXOIAT Ha TOCTOSIHHOM ocHOBe. Takum obpaszom, Ce-
BepHast OceTusl He SIBJISIETCSI TTOMYJISILIMEl BBICIIIETO nepap-
XnU4eckoro ypoBHs [17].

[TonyyeHHBIE B HACTOSIIIIEM UCCISIOBAHUM PE3y/IbTa-
ThI AEMOHCTPUPYIOT HEOOXOAUMOCTb MPOBENEHMS TEHETH -
KO-3IMUIEMHUOJIOTUIECKUX UCCIIEOBAHUI KaXI0TO PET-
oHa P® 151 opraHoB 31paBOOXpaHEeHUS.

BaarogapuocTH. ABTOPBI BhIpaXXalT 0JarogqapHOCThb
MunuctepcTBy 3npaBooxpaHeHusi PCO-A u BceMm menu-
LIMHCKUM pabOTHUKaM pecryOIMKY, y9acTBOBABLIMM B Ha-
CTOSIIIIEM MCCJIEIOBAHUU.
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