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MpoBefeH aHann3 pe3ynbTaToB FeHeTUKO-3NUAEMUNONIOTMYECKNX NCCNIef0BaHNIN Hace[CTBEHHbIX 6one3Hel (HB) B 14 pervo-
Hax eBponenckon Yactu Poccun, FOra Poccun, CesepHoro Kaskasa, Bonro-Ypanbckoro pervmoHa ¢ CyMMapHOW YNCIEHHOCTbIO
06cnefoBaHHOrO HaceneHrA OKoo 4 MiH yen. /i3yyeHbl NPOCTPaHCTBEHHAA N3MEHUMBOCTD 1 FTeHeTMYeCcKan reTeporeHHOCTb
HbB y HaceneHnA pa3nnyHbiX PermMoHoOB 1 B NOAM3THUYeCcKnxX nonynaumax PO. BoigeneHnbl yactble HB, xapakTepHble Kak Ana
BCEro HaceneHna KOHKPETHbIX PErMOHOB, TaK 1 3aboneBaHna, cneunduyHbie AN oTAeNbHbIX STHOCOB. BbiABNeHa reteporex-
HocTb HB B monynaumAx n 3THocax, Kak annesbHas, Tak 1 JIOKycHasn. 3aperncTpupoBaHbl paHee He onncaHHble HB, aHpemuny-
Hble A4NA KOHKPETHbIX 3THOCOB. [oKa3aHo, YTO B NONYNALMAX C Pa3NNYHON STHUYECKON SKCTPaKL e Kax bl HapoA B CBOEM
reHodoHAe coxpaHun cneunpuyecKnin CnekTp, PpacnpoCTpaHEeHHOCTb U reHeTuyecKyto npupoay Hb. MpoBeaeHHbIR aHann3
No3BOJINA NOJONTY K pelleHmnto dyHAaMeHTanbHON Npobnembl MeANUNHCKOW reHeTUKN — 3Boniounn Hb B pasnunuHbix nony-
NAUNAX Y STHAYECKMX rpynnax.
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Features of the diversity of hereditary diseases in different regions
and multiethnic populations of the Russian Federation
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The results of genetic and epidemiological studies of hereditary diseases (HD) in 14 regions of the European part of Russia, the
South of Russia, the North Caucasus, the Volga-Ural region, with a total population of about 4 million people surveyed were ana-
lyzed. Spatial variability and genetic heterogeneity of HD in the population of different regions and in multi-ethnic populations of
Russia have been studied. Frequent HD that are typical for the entire population of specific regions, as well as diseases specific to
individual ethnic groups were identified. Significant heterogeneity of populations and ethnic groups, both allelic and locus, has
been detected. Novel previously undescribed HD which are endemic for specific ethnic groups have been registered. It was shown
that in populations with different ethnic extraction each ethnic group in its gene pool has preserved specific spectrum, prevalence
and genetic nature of HD. Complex multifaceted analysis allowed us to approach the fundamental problem of medical genetics -
the evolution of HD in different populations and ethnic groups.
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py U3yYeHMU HaclaeACTBeHHbIX Oone3Heit (HB)
BaKHOM SIBJISIETCS CpaBHUTEJIbHAST OLICHKA Pa3HO-
obpasus Hb, ux pacnpocTpaHeHHOCTU, HaJTUuue
pa3muunii, Kak B IMMOJUATHUYCCKUX TTOIMYJISIIINSIX, TaK U B
pernoHax eaAMHOro STHUYECKOrO IMIPOUCXoxKaeHus [1].
Ieab u 3apa4u: U3ydeHUE IPOCTPAHCTBEHHOM M3MEH-
YUBOCTH U TeHEeTUYECKOii reteporeHHocT HB y Hacenenust
Pa3IMYHBIX PETMOHAX U B MO THUIECKUX ITOMY/Isstx PO.

Martepuanbi n meToAbl

W3zyueno pazHoo6paszue Hb B 14 pernonax Poccuu,
npeacTapsomux 11 aSTHUYeCKuxX rpymit: pycckux (7 peru-
OHOB), 5 3THOCOB BoJro-Ypaabckoro pernoHa (MapuiIIsI,
YyyBalllk, YIMYPTHI, OaIIKUpbI, TaTapbl) 1 5 HaponoB Ce-
BepHoro KaBka3za (aba3uHbl, afibIreiiibl, YepKechl, Horam-
11kl ¥ KapayaeBlibl). YUCIeHHOCTh 00C/IeI0BAaHHOTO Hace-
JileHus ~ 4 MiH. yen. MccienoBaHue npoBeAeHO o MpoTo-
KOJIy TeHETHKO-3IIIEMHUOJIOTUUSCKIX UCCIeI0BaHMIA [2].

Pesynbratbl 1 06CyxaeHNe

IMonydyeHHbIE pe3yabTaThl AEMOHCTPUPYIOT, YTO HE-
cMOTpsI Ha peakoctb 6oiiee 70% HB, ux cymmapHblii rpy3
cocraBiisieT okoJio 1% y Bcero HacejeHust U 2% y AeTeid.
PasHooOpasue BoisiBieHHBIX HB ¢ yuyeToM rereporeHHO-
ctu coctaBuiio bonee 800 Hozomormyeckux popm. Haum-
Goubias 10Jist 60abpHBIX ¢ HB — 61,81% npuxoauTcst Ha
yactbie (popMbl (pacnpocTpaHeHHOCTH 1:50000 u yaiue).

B kaxmom sTHOCE orpeneneH «Crneu@UuIHbIi» CIIeKTP
yacteix HB. MeHbl1asg cteneHb Bapraluy HaOJII01aeTcs
MEXIY PYCCKUMM Pa3INdIHBIX pernoHOB. HampuMmep, psin
yacteix HB y pycckux (6opomaByathlil runepkepaTos, 3c-
CEHILIMATBHBINA TPEMOP, OTOCKIIEPO3, HECOBEPIIICHHBII OCTe-
OoreHe3 U T.J.) BCTpedaeTcs Jaile, 9YeM Y IPYTUX HapOoIoB.
JlamoHHO-TIONOIIBEHHBII TUTIEPKEPATO3 ¢ 00J1ee BRICOKOM
PacIpoCTPaHEHHOCTHIO 3aPETUCTPUPOBAH CPEIU KapayaeB-
11eB, a0a3MH, YePKECOB, aIbITeUIIEB, TaTap, OAIIKUD; BYJIb-
rapHBI UXTUO3 — Cpeay MapuiileB U uyBamieii; A onu-
ropeHus yallie BCTpeyaeTcs y OallKup, Tatap, yiMypToB,
HoraileB U KapayaeBlIeB; BPOXXACHHbII MTO3 — y ada3KH,
YepKeCcoB, aJbIreiilieB, OalKkup; CMHIApOM Diepca-JlaHiio
yaiie Bctpevaetcst y S HapoaoB CeBepHoro Kaskasza. Cpe-
1 JacThix HB BeIIeeHbI SHAEMIYHEIE U STHIYECKU TIPHY-
pOUYCHHEIC 3a00JIeBaHIST — Y UyBalllell 1 MapHileB (JIeTallb-
HBI MTHOAHTWIBHBIN OCTEONETPO3, SPUTPOLINTO3 U BPOK-
IEHHBIN TUTIOTPUX03), Y KapadaeBlieB ((heHWIKETOHYPHSI,
mykoBucimao3s). I1pu nposenenun J|HK-nuarHocTuku Boi-

sIBJIEHA TeHeTHYeCcKasi FeTepOreHHOCTh MEXIy 3THOCaMU
He ToJibKO 1151 peakux HB, Ho u 1151 yacThIxX.

ITpoBeneHHbII KJIaCTEpHBIN aHAIU3 reHoreorpapu-
YEeCKUX B3aMMOOTHOIIEHU MEXIy 3THOCAMMU /TIOMYJIsI-
LIMSIMU HA OCHOBaHMU pacripocTpaHeHHOCTH HbB mokaszan
dopMHUpOBaHUE KJIACTEPOB B 3aBUCUMOCTH OT 3THOTeHe3a
HaponoB: pycckue KapauaeBo-UepKecckoil pecyOoImKu
00BECIMHWINCH C APYTUMU PYCCKUMU PETUOHAMUT, aIbITO-
abxasckue Hapoabl KapauaeBo-Yepkeccun u Anpiren 00b-
eIUHWINCH B €IUHBIN KJIacTep, a TIOPKCKME HapOIbl OKa-
3aJIMCh HamboJiee TCHETUYECKM yaajaeHbl. [TTaBHBIM TIpu
aHaIU3e MOJMATHUYECKUX TIOMYJISILIUIA SBISIETCS COXpa-
HeHMe reHOMOH1a KaXkIoro Hapoaa, HECMOTPS Ha 3aMeT-
HYIO IOJTIO MEXXITHUYECKMX OpakoB (20%). 3a pybexkoM re-
HETUUYECKUE PETUCTPHI U 0a3bl JAHHBIX C OCOOEHHOCTSIMU
HB y paznuuHbIX HApOAOB UCMOJIB3YIOTCS TPU (DOPMUPO-
BaHUU MPOrpaMM JIJisl 3ApaBooxpaHeHus [3].

Taxkum obpazom, penkue renbl Hb sgBnstorcs mapke-
paMM 3THOTEHETUUYECKHUX ITPOLIECCOB B MOMYJISIIUAX U TT0-
3BOJISTIOT SIpYe «KJIACCHUICCKUX» MAapKEPOB PACIIUPSTH
npencrasiaeHue 00 3BoJIOLKMY reHoMa yejioBeka u Hb.
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