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IIpencraBneHbl pe3yabTaThl pa3HOOOpPa3rs MOHOTEHHBIX HacliencTBeHHBIX Oone3Helt (MHB) cpenu pyc-
CKOT'O HaceJIeHUs JecSITH permoHoB Poccwuiickoit Denepaliii ¢ pa3IMIHON 3THUYECKON 3KCTpaKIIHUEH:
MSITh C KOPEHHBIM OOUTaHUEM, MAThb B 3THUYECKUX nomnyasiiusax [ToBomkbs. CpaBHUTENbHBIN aHATN3 TPO-
BedeH ¢ pazHooOpasneM MHB y necsatu stHnmyeckux rpymin PO. CymmapHast 9CIeHHOCTh 00CIeTOBAHHO-
ro HacejeHus cocraBmia 2.837 MitH yei. (Bkiiodas 1.624 muaH pycckux v 1.213 MiIH nipecTaBUTelIe AecITr
pa3nIUYHBIX 3THUYecKuX rpymnin). PasHoo6pasue MHB coctaBuno 480 3a6osieBaHMiA, BBISIBIEHHBIX Y 8355
0oabpHBIX. OnpenesieH CIeKTP U pacIpoOCTPaHEHHOCTh YacThIX 3aboieBaHuii. [IpoBeneH cpaBHUTEIbHBIN
aHaju3 reHoreorpacduyecknxX B3aMMOOTHOIIEHUM MEXIy JBaalaTblo 3THOCAMU/TIOMYJISILIUSIMU 1O pac-
npoctpaHeHHOCTH 201 ayTOCOMHO-pelieCCUBHOTO 3aboneBaHus. [1lokazaHo, YTO HECMOTPST HA UHTEHCHUB-
HYIO METHUCALIMIO PYCCKUX C KOPEHHBIM HaceaeHueM [1oBoJIKbsI, PU TOJOXKUTEIbHO 3THUYECKOI Gpay-
HOM accopTaTMBHOCTU reHo(oH I pycckux o reHaMm MHDB coxpansiercs.

Karouesbvie croea: reHeTUYECKAS STTUIEMUOJIOTHS, pa3HOOOpa3re MEHIEMPYIOLIEH HaCIeACTBEHHOM ITaTo-
JIOTMHU, pacCpPOCTPAaHEHHOCTD, pycckue, IToBOIKbE.
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N3yyenue pasHooOpa3nsi MOHOTEHHBIX Haciel-
cTBeHHBbIX 60ne3Heli (MHB), ux TeppuTopraaIbHOrO
pacIpoCTpaHEeHUsI, 3THUYECKON MHPUYpPOYEHHOCTH,
aJIJIeIbHOM U JTOKYCHOM T€TEPOTE€HHOCTU SIBISIETCS
aKTyaJbHON 3aga4eii MEAULIMHCKOM T€HETUKU.

Lenpio HacTosIIElH MyOIUKALIUY SIBASIETCSI TEHO-
reorpaduueckuii aHanus pasHoobpasuss MHB y pyc-
CKOTO HaceJieHUsl pa3juyHbIX PErMOHOB, BKJIIOYast
MOJIM3THUYECKME (TISITh pecityosiuk Bonro-Ypaibcko-
IO PErMoHa), a TaKKe OlLIeHKa BIAMSIHUS MeTUCAIIMU Ha
BO3MOXXHbIE U3MEHEHUS TATOT€HOMA PYCCKMX.

Pycckue gBisitoTCS TUTYJIbHBIM, CAMBIM MHOTO-
yuciaeHHoi HapomoM Poccuu (6onee 80%) u EBporibl.
HecMmoTpst Ha TO UTO pyccKue MOMYJISILAMN SBISIIOTCS
JIOBOJILHO OJTHOPOJHBIMU B aHTPOIIOJIOTMYECKOM OT-
HOIIIGHWY, OAHAKO, Ha OCHOBE pa3jIuuMii peruoHa
MPOXUBaHUS, TPaAUIIili, OCOOEHHOCTE KYIbTYphl,
BEIIENSIOT pycckux KaBkasza, /loHa, IeHTpaJIbHOIA,
ceBepHoil M aszuarckoil yacteit Poccum. ITposeneH
CPaBHUTE/IbHBIN aHaIM3 pa3HOOOpa3usl HAC/IeICTBEH-
HbIX 3a00JIeBaHUI Y PYCCKOTO HacejeHus, KaK B IO-

OYJSLIMASIX KOPEHHOTO OOMTaHUS pyccKuX (IISITh pe-
TMOHOB) B 3allafHO, LIEHTPaJIbHOM U I0XKHOI 4acTsIX
P®, tak u B monyyJsiLusX ¢ pa3aIndHOMi 3THUYECKON
aKcTpakieid — B Bonro-Ypansckom pernone (Ma-
puit On, YUyBamms, Yomyptusa, bamkoprocran, Ta-
TapcTaH). B aHanu3 mist cpaBHEHMSI TAKKE BKJIIOUEHO
paszHooOpasue MHDB y necartm sTHMYECKMX TPyNI
Poccuiickoit ®eaepauyy — 0t HapomoB I1oBoi-
Xbs (MapuiinieB Mapuit D1, yyBaeit Yysammu, yu-
MYypTOB YIMypTUU, OalIKUp balmkopTocTtaHa u Tatap
Tartapcrana), u msatu HapoaoB CeBepHoro KaBkasza
(kapayaeBlieB, YepKecoB, aba3uH, HoraiiieB Kapauae-
Bo-Uepkeccun u anpireiinieB Anpiren). Mccnenosanme
MPOBEACHO MO OPUTMHAJILHOMY IIPOTOKOJY, pa3pado-
TaHHOMY B JIaOOpaTOprUM FeHETUYECKOM SMMUAEMUO-
Jorun ®I'bHY “MI'HL”, mpemycmaTpuBaroliemMy
KOMILIEKCHBIN aHaJIM3 TeHETUYECKOIo IIOPTPeTa IMo-
MyJISIUl OMHOBPEMEHHO 4Yepe3 pa3IMYHbIe TeHeTU-
yeckue u Omomormyeckue cuctemMsl [1, 2]. Meromsr
cbopa U CTaTUCTUYECKOII 00pabOTKMU HaHHBIX OCTa-
IOTCSI HEM3MEHHBI Ha BCEM TIPOTSDKEHUHN MCCIIeI0Ba-
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3UHYEHKO u np.

Ta6auna 1. Ho3onoruyeckuii CrieKTp U paclipoCTpaHEHHOCTh YacToii (vaiie, yeM 1 : 50000) HaciencTBEHHOM MaToJIOTUU
CPeIU PYCCKOTO HACEJIEHUS U IECSITU STHUYECKUX IPYIII eBporieiickoit yactu PO

Pacmipoctpanentocts Ha 100000, genoBek
Ne | OMIM [6] Huartos
PPY | PPU |PMD | PPB | PPT |PIlon|3Ilon
AyTOCOMHO-IOMWHAHTHOE HaCJieJOBaHUE
1 |PS118220 |HacnencTBeHHast MOTOPHO-CEHCOpHas Heifpona- | 3.57 | 5.65 | 3.38 5.48 | 7.50
TS
2 |#162200 Heitpodpubpomaros, Tum I 2.38 | 4.24| 6.76 3.70 | 3.39| 7.34
3 | 178300 BpoxneHHbI 11TO3 1.19 | 2.83 | 1.13 2.71 | 5.03
4 | PS268000 |ITUrMeHTHBIA PETUHUT 2.83 2.59 | 3.46
5 |PS116200 |BpoxmeHHas KaTapaKTa 6.76 | 5.65| 740 | 4.56| 7.01
6 |#146000 T'unoxoHaporutazus 2.83 | 1.13 | 5.65| 3.70 | 4.31 | 5.36
7 |PS166200 |HecoBepileHHbBI OCTEOreHES 14.27 1.13 2.28 | 1.98
8 | 151900 MHoXeCcTBeHHBI TUTTOMATO3 3.57 11.10 | 2.89 | 3.46
9 |#146700 BynbrapHslit UXTHO3 2.38 | 2.83 1691 | 5.65(14.80 |13.12|26.79
10 |#154700 CunapoMm Mapdana 10.70 | 4.24| 5.64 3.70 | 2.03| 4.78
11 | PS130000 |CwuuaapoMm Diepca-JaHio 2.38 8.48 | 3.70 | 2.77 |26.70
12 | PS124900 |HecuHnpoMalbHast TYTOYXOCTh 4.76 2.25116.96 | 14.80 | 3.88 | 4.37
AYTOCOMHO-PELIECCUBHOE HACIeIOBaHUE
1 | PS253600 |ITosicHO-KOHEYHOCTHAsI MBIIIIeYHAas! TUCTPODUs 357 299 | 1.13 2.61 | 1.81
2 | #253300 CnmHanbHas MbllLIeuyHast aTpoust 1.19 2.25 1.97 | 2.14
3 | PS251200 | Mukpouedanusi, oaurobpeHus 3.57| 1.50| 6.76 [16.96 | 3.70 | 3.17 | 6.68
4 | PS249500 | HapyiieHue nHTeIIeKTyaIbHOTO pa3BUTHS 10.70 1.13 [31.09 (22.20 | 4.11 (27.61
5 | PS268000 | [IUrMeHTHBIA PETUHUT 16.46 | 4.51 4.58 | 3.54
6 |PS116200 |BpoxneHHas KaTapakTa 1.50 | 2.25 2.69 | 3.46
7 | #242100 NxTrnosudopMHas 3puTpoIe pMUsT 2.99 | 2.25 2.52 | 2.06
8 |#261600 DdeHnIKeTOHYpUSI 2.38| 1.50 | 4.51 | 5.65| 3.70| 2.57 | 7.01
9 | PS220290 |HecunnpoManbHasi TYTOyXOCTh 20.21 [26.93 |22.40 |39.57 [62.89 |23.43 |35.61
X-cuerieHHOe HaclienoBaHue™®
1 |#310200 Muonatus liomeHHa 2.83 | 9.02 2.96 | 2.97
2 | PS309530 | HapymieHue MHTEUIEKTYaIbHOTO Pa3BUTHS 2.38| 5.65| 6.76 |45.23 (73.99 | 2.89|23.74
3 | #308100 Hxrtros 19.02 | 2.83 | 4.51 | 5.65 3.88| 6.26
4 | PS310700 | BpoxkaeHHBII HUCTArM 0.25 0.86 | 5.77

ITpumeuanue. B rpace OMIM — HOMepa 3ab0oJieBaHMI IT0 MeXXIyHapogHoMy Katanory B. Mak Kriocuka; PS — deHoTUnImueckas ce-
pus 3a0oaeBaHuii rereporeHHoi rpynnel o OMIM; PPY — pycckue Yamyptuu, PPU — pycckue HUysaiuu, PMD — pycckue Mapuit
31, PPb — pycckue Pecnyonuku bamkoprocran, PPT — pycckue Pecniy6nuku Tatapcran, PITomn — cpeqHue 3HaueHUsT pacpocTpa-
HEHHOCTHU 3a00JIeBaHUsI 11O pe3yJibTaTaM e HeTUKO-3TTUAEMUOJIOTUYECKUX UCCIIeNOBAaHU I eBpoIieiicKoi yactu PD st pycckux necsi-
TH peruoHoB, DIlon — cpenHue 3HaUeHUsI pacCIIPpOCTPAaHEHHOCTU 3a00JIeBaHUSI TS 1eCSITU STHUYecKuX rpynit [ToBomkbst u CeBepHO-

ro Kapkasa; * — pacripocTpaHEHHOCTh Ha MY>KCKOE HaceJIeHHeE.

HUI1 ¥ TogpoOHO omnurcaHkbl paHee [1—3]. CymmapHast
YHCJIEHHOCTh 00C/IEIOBAHHOTO HACEJICHUSI COCTABU-
nma 2.837 miH 4den. (Bkimodas 1.624 MJIH pycCKUX U
1.213 MIH mnOpeacTaBUTENEH OECSITA STHUYECKUX

TPYIII).

Paznoo6pasne MHDB coctaBuno 480 3ab601eBaHmiA,
BBIsIBIICHHOE Y 8355 6onbHEIX: 238 (4771 mamueHTOB) C
ayTOCOMHO-IOMUMHAHTHBIM (AJl) TUmoOM HacjemoBa-
Hus, 201 (2918 GoNbHBIX) C ayTOCOMHO-PELIECCUBHBIM
(AP) u 41 (666 60abHBIX) ¢ X-CLETUIEHHBIM TUIIOM

HacienoBaHust (X-cm.). Hozojlorudyeckuii cCrexkTp
MHB cpenmn pycckoro HaceneHus: coctaBua 305 3a-
6oneBanmii (166 ¢ AJl, 117 ¢ AP u 22 ¢ X-c1. TMIiom
HacaegoBaHus). ISt KaXXaoro peruoHa ornpeaeieHbl
pa3nnuuus B pa3HOOOpa3ny U TOYEUHOI pacIpocTpa-
HeHnHoctu MHB, oneHeHHble mpH 00CIEOOBAaHUU
HaceJieHus. J1s pyCCKUX He OBLIO BBISIBJICHO CTaTU-
CTUYECKM 3HAUYMMBIX 3HAeMUYHbIX MHDB 1o peruo-
HaM. HawmOGoinplnue pa3nuuus orpenesieHbl MEXKIy
pacnipoctpaneHHocThI0O MHDB cpenn pycckmnx u npy-
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Puc. 1. IlenaporpaMma reHETUYECKUX PACCTOSIHUI, MOCTPOEeHHasI 1o pacnpocTpaHeHHocTH 201 AP-3a6o1eBaHus.

I'MX STHUYECKUX TPYII (3TU 3a001eBaHUSI BBIACICHBI
B Tabj. 1 xxupHbIM 1pudToM). Takass KapTuHa Xa-
pakTepHa JJis MHOTUX TMOTYJISIIIMI MUpa — OCOOEH-
HOCTU pacripoctpaHeHuss MHB Hanpsimyiro 3aBucst
OT F'eHETUYECKOI CTPYKTYPhI HACEJICHUSI, OT IEHCTBUS
s dexTnBHOTO Ipeiida B IMOMYISIINIX, MATPAIINOH-
HBIX TIPOLIECCOB U €CTeCTBEHHOIo OTOOpa, UTO IOM-
TBEPXKIAJI0Ch IS KaXKA0M 00CIeIOBAHHOMN ITOITYJIsI-
ouu [2—7].

Paccuntana kymynaruBHas (AL, AP u X-ci.)
pacnipoctpaneHHocTs MHDB mi1s1 pycckux necstu pe-
TMOHOB, KOoTopas cocTaBwia 1 : 532 4denoBeka, st
npeacTaBuTeIe aTHMYecKuX rpymr — 1 : 230, uro
OoJiee, YeM B IBa pa3a BhIle. BeIIBICHHBIC pa3anuns
XapaKTEepHBbI HE TOJIBKO JIsl pernoHOB P®D, HO u mis
JOpyTUX ITonyJsiuuii mupa [4, 5, 8, 9].

OmpenencHoO pa3HoOOpa3ue YacThIX 3a00JIeBaHUIA
(pacmpoctpaHeHHOCTD vaiie, ueM 1 : 50000). 'pynna
YacThIX 3a00JIeBAaHUI aKKyMYJIMpOBajia HanbobIlIee
YUCIIO GONBHBIX: WIS 3a0oieBaHmii A/l — 59% manum-
eHTOB, 11 AP — 66.48%, nna X-cu. — 68.32%. B
TabJ1. 1 mpencTaBlIieH CIIEKTP U PacCIpOCTPaHEHHOCTD
YacThIX 3a00JIeBaHUI Y PYCCKOTO HACEJICHUS B MSTU
nonysinusax Boaro-Ypanbckoro permona, cymmap-
Hasl XxapakKTepUCTUKA I10 PYCCKUM JIECITU PETMOHOB
(BKJIIOYAs ISTH ITOMYJISIIUI KOPEHHOTO ITPOXUBAHUS
PYCCKMX), a TaKKe Y STHU4YecKux rpynr Pd [1, 9].

IMpoBeneH cpaBHUTEILHBIN aHAJIN3 TeHOTEOTrpa-
bryecknx B3aMMOOTHOIIEHUM MEXIy IBAAIAThIO
paccMaTpuBaeMbIMU 3THOCAMU/TIOMYISIIUSIMUA  T1O
pacnpoctpaHeHHocTu 201 AP-3a6oeBanust, Haubo-
Jlee KOHTPACTHO OTPaKaloIIX U3MEHEHUS I1aTore-
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HoMa [5, 7, 8]. BelmoIHEH KJIaCTepHBI aHAINU3 Cpell-
HECBSI3bIBAIOIINM METOIOM C MCIIOJIb30BaHUEM IIPO-
rpaMMHOTroO Iakera “Statistica 16”.

Ha nennporpamme (puc. 1) mpencraBieHbI IIOIY-
YeHHBbIC pe3yJIbTaThl KJIacTepHOTro aHanusa. Kak ciemy-
eT 13 puc. 1, Ha caMoM IIEpBOM 3Talle OObEIMHSIIOTCS
pycCcKue pa3InIHbIX PeTHOHOB, BKIII0OYas pycckux Io-
BOJLKbsS. JlanmbHeiilliee (hOpMUpPOBaHUE KJIACTEPOB
OTpaxaeT 3THOTeHe3 HaponoB. OTIeNbHEBIC KJIaCTEPhI
¢dopMupyloTcsa U3 (PUHHO-YTOPCKMX HApoAoB (Ma-
PUMLIBI-yIMYPThI-UyBallli) U aablro-a0Xa3CcKUX Ha-
poIoB (ambIreMIIbI-a0a3MHBI-UYEPKEChI). 3aMbIKAIOT
aHaJIN3 KJIaCcTePhl TIOPKOSI3BIYHBIX HAPOIOB — “Oari-
KUpbI-TaTapbl” U “Horailbl-KapadaeBlibl”’. Takum
00pa3oM, HECMOTpPsI Ha MHTEHCUBHYIO METHCALIUAIO
pycckux IToBomxbs (52.5%), Tipy TOJOKUTEIBLHOI
3THUYECKOI OpauHoii accoptatuBHOCTU [10] reHo-
¢GOHI PYCCKUX B €ro MaTOJOIMYEeCKOI YaCTU COXpa-
HseTcs. TeopeTnyecku, paccMaTpUBasl IOIYJISIIINY C
Pa3IMYHON 3THUYECKOM 3KCTpaKILIMEMN, OT Impolecca
MeTHCALII MOXHO 0XUIaTh 3¢ (EeKT BEIpaBHUBAHUS
TeHHBIX YaCTOT C OJHOBPEMEHHBIM paCIIMpPEeHUEM
T€HETUYECKOTo pa3HooOpa3usl MJIsl 00eUX TTOITYJISILIUIA.
OnHako HeoOXOOUMO YYUTHIBATh U Apyrue (pakTophl
IWHAMWUKH TeHO(OHIa — MUTPALIIN M €CTECTBEHHBIN
OTOOp, TOCTOSTHHO NEHCTBYIOLIME B IOMYJISILUSIX,
KOTOpBIE MOTYT U3MEHUTh 3TOT IIPOLIECC, IPUBOIS K
¢hopMHPOBAHNIO HOBOTO PAaBHOBECHOIO COCTOSIHUS
TeHHBIX YacTOT.

PaGota BbITTOTHEHA TIpU (PUHAHCOBOI TTOMIEPKKE
PODU, mpoekt Ne 20-015-00061 u rocymapcTBEeHHOTO
3aaHUsI MUHUCTEPCTBa 00Opa3oBaHusd U HayKu PO.
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Bce nipouienypbl, BbINOJHEHHbBIE B UCCIIETOBAHUU
C YYaCTHUEM JIIOJIEii, COOTBETCTBYIOT 3TUYECKHUM CTaH-
JapTaM MHCTUTYLIMOHAIBHOTO 1/MJIN HALIMOHAIBLHO-
ro KOMHUTETA IO MCCIIEN0BATEIbCKON 3TUKE U XeJlb-
CMHKCKOM nmexjapanuu 1964 r. u ee Mmociieayonmm
W3MEHEHUSIM WY COIIOCTaBUMBIM HOpMaM 3TUKMU.

OT Kaxmoro M3 BKIIIOYEHHBLIX B MCCICOOBaHUE
YYaCTHUKOB OBLIO ITOJYYeHO WHOOPMUPOBAHHOE
JIOOPOBOJIBHOE COTJIacHe.

ABTODBI 3asIBJISIIOT, YTO Y HUX HET KOH(MJIMKTA UH-
TEPECOB.
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We present the results of the diversity of monogenic hereditary diseases (MHDs) among the Russian popu-
lation of 10 regions of the Russian Federation with different ethnic extraction — five with native populations
and five in ethnic populations of the Volga region. A comparative analysis was performed with the diversity
of MHDs in 10 ethnic groups of the RF. The total population surveyed was 2.837 million people (including
1.624 million Russians and 1.213 million representatives of 10 ethnic groups). The diversity of the MHDs was
480 diseases detected in 8355 patients. The spectrum and prevalence of frequent diseases were determined. A
comparative analysis of the genogeographic relationships between twenty ethnicities/populations was per-
formed on the prevalence of 201 AR diseases. It was shown that despite intensive mestization of Russians with
the native population of the Volga region with positive ethnic mating assortativity, the gene pool of Russians

according to the MHDs genes is preserved.

Keywords: genetic epidemiology, diversity of mendelian hereditary pathology, prevalence, Russian, Volga-

Ural region.
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