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AHHOTANUA

AkrtyanabHocTh: HacnencrBennble 3a0oneBanust koxu (H3K) — rpynna 3aboneBanutid,
00yCJIOBJICHHBIX MYTallUsIMH B T'€HaX, OTBETCTBEHHBIX 3a (POPMHUPOBAHUE U (YHKIIHO-
HUPOBaHUE KOXKHOTO TOKpoBa. J[aHHBIe nuTepaTypbl 0 pacmpoctpaneHHoctH H3K B
pa3NUYHBIX PErMoHaxX MOoKas3alu, YyTo 3HaueHus pacnpocrpaneHHocT H3K Bapeupyrot
B HIMPOKUX Ipe/esax U TPYAHO CONOCTaBUMbI MeXIy co0Ooil. Mcnonb30Banue reHeru-
KO-3IIHMJIEMUOJIOTHYECKOr0 METOA ISl OLIEHKH Ipy3a U Ho3osoruueckoro cnexkrpa H3K
y HaceneHust B PoctoBckoil oGmactu siBisiercst akryanbHbIM. Llenb mccienoBaHus:
Onpenenuts 3Ha4eHMs rpy3a U Hozosornueckuii cnektp H3K y nacenenus B 12 paiio-
Hax PoctoBckoii o6mactu. Martepuajbl M MeTobl: [IpoBeIeHO KOMITJIEKCHOE T€HETH-
KO-3IUIEMUOJIOTHYECKOe 00cie[oBaHue HaceleHus. MoJeKyIsIpHO-TeHEeTHYeCKOe HC-
cienoBaHue — JUIs pacu€ra yactoThl MyTauuu 2282del4 B rene FLG y 601bHBIX BYJb-
rapHBIM UXTHO30M. Pe3yibTarhl: AHalIN3 MOMYyYEHHBIX PE3YIbTaTOB MMOKa3al, YTO 3Ha-
yeHus1 cyMmMapHoro rpy3a H3K y «cenbckoro» HaceneHus B J1Ba pas3a BBIIIE, YEM Y «TO-
ponckoro»: 7,87£0,51 (1:1270) u 2,78+0,37 (1:3595), cooTBeTcTBeHHO. 3HAuUCHUS
rpy3a H3K y nacenenuss PO coctaBuim: ¢ ayTOoCOMHO-IOMUHAHTHBIM (AJ]) Tumom
HacnenoBanus — 5,15+£0,32 (1:1943), aytocomuo-peueccuBHbM (AP) — 0,28+0,08
(1:35533), X-cuemnenusm — 0,84+0,18 (1:23689) u cymmapnoro — 5,85+0,34 (1:1709).
KoppensuoHHbli aHaIN3 BBISBUI 3HAYUMYIO POJIb TeHETHUECKOM MOIpa3/ieICeHHOCTH U
reHeTuyeckoro apeida Ha dpopmuposanue nokaszareneit rpyza H3K y nacenenus Po-
cToBckoit obnmactu. Paznoo6pasue H3K obecrieueno 3a cuer 20 HO30510TH4YEeCKUX (HOpM,
m3 Hux 13 ¢ AJl tumom HacnmemoBanus, 5 ¢ AP Ttumom HacmemoBamus um 2 ¢ X-
CLeTIeHHBIM. «S1po» Hozosornueckoro cnekrpa H3K y nacenenus B PoctoBckoit 00-
nactu copMHUPOBAHO 7 3a00JEBAHMIMU, U3 HUX 5 C ayTOCOMHO-IOMHUHAHTHBIMAJ[ TH-
MOM HaclieZIoBaHUs — BylbrapHblii uxtuo3 (1:5025), neitpodudpomaros, tun I (1:8577),
JaJOHHO-TIOIoMBeHHast  keparogepmus (1:13818), MHOXECTBEHHBI JIMIIOMATO3
(1:31091) u TyGeposubiii ckiepo3 (1:33164) u 2 ¢ X-CIEMJICHHBIM — HMXTHO3 X-
cueruieHHelit  (1:15546), »skromepmanbHas AUCIUIA3Us, aHTUApOTHYEcKas (opma
(1:49746). 3akmouenne: Takum oOpazom, B JaHHOW padoTe, ONPEICNICHbl 3HAYCHHS
rpy3a u Hozonorudeckuid cniektp H3K y Hacenenuss PocToBckoit 00s1acTu, BRISIBJICHHBIC
pasnuuust B 3HaueHusAX rpy3a H3K «cenbckoro» m «ropoJckoro» HaceiaeHus 00yCiIoB-
JICHBI BIIMSTHUEM I'€HETUUECKOro apeida 1 Mopa3ielleHHOCTBIO CyOOMyJIsAIHM.
KiroueBble ciaoBa: HacieICTBEHHbIE 3a00JI€BaHUS KOXKH; SMUAEMHUONIOTHS; TPy3 H
CIIEKTp
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Abstract

Background: Hereditary skin diseases (HSD) — a group of diseases, mediated by muta-
tions in the genes, responsible for the formation and function of the skin. Literature data
on the spread of HSD in different regions showed that the prevalence of HSD varies in
wide ranges and is hardly comparable to each other. The use of the genetic and epide-
miological method for assessing the burden and nosological spectrum of the HSD in
population in the Rostov region is important. The aim of the study: To determine the
values of the burden and the nosological spectrum of HSD in population in 12 districts
of the Rostov region. Materials and methods: A complex genetic and epidemiological
survey of the population was conducted. Molecular genetic study — for calculating the
frequency of 2282del4 mutation in the FLG gene in patients with viral ichthyosis. Re-
sults: The analysis of the results obtained showed that the values of the total burden of
HSD in the "rural™ population are twice as high as those of the "urban™ population:
7.87£0.51 (1:1270) and 2.78+0.37 (1:3595) respectively. The values of the HSD burden
in the population of the Rostov region were: with the autosomal dominant (AD) type of
inheritance — 5.15+0.32 (1:1943), autosomal recessive (AP) — 0.28+0.08 (1:35533),
X-linked — 0.84+0.18 (1:23689), and the average — 5.85+0.34 (1:1709). Correlation
analysis revealed a significant role of genetic subdivision and genetic drift on the for-
mation of prevalence indicators of HSD in the population of the Rostov region. A varie-
ty of HSD is provided due to 20 nosological forms, including 13 with AD type of inher-
itance, 5 with AR type of inheritance, and 2 with X-linked inheritance. The "nucleus" of
the nosological spectrum of HSD of the population in the Rostov region is formed by 7
diseases, including 5 with autosomal dominant type of inheritance — vinyar ichthyosis
(1:5025), neurofibromatosis, type 1 (1:8577), palmar-plantar keratodermia (1:13818),
multiple lipomatosis (1:31091) and tiberic sclerosis (1:33164), and 2 with X-linked in-
heritance — X-linked ichthyosis (1:15546), ectodermal dysplasia, and an anhydrite form
(1:49746). Conclusion: Thus, in this work, the values of the burden and the nosological
spectrum of HSD in the population of the Rostov region were determined, the differ-
ences in the values of the HSD burden of "rural™ and "urban™ populations were deter-
mined by the influence of the genetic drift and the subdivision of the syposypes.
Keywords: hereditary skin diseases; epidemiology; prevalence rate
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BBenenune. HacnenctBenHble 3a0oneBa-
Hus koxu (H3K) — rpynna 3a0oneBanuii, o0y-
CJIOBJICHHBIX MYTallUSIMU B T€HAX, TPUBOASILIUX
K MOp(}o-QpYyHKIIMOHUOHAJILHBIM HapyLICHUSIM
KOXXM M MPOSBISAIOIIMXCA HapyLIEHUEM Ipo-
1IECCOB OPOTOBEHHUS, TMUTMEHTAlMu U 1p. B
oonpimmHcTBe ciiydaeB H3K umeror 6marompu-
SITHOE, CTa0WJIbHOE TEYEHHE, HO OKAa3bIBaIOT
CYIIECTBEHHOE BJIMSHME Ha KayeCTBO >KU3HU
MalUEeHTOB, MPUBOJIA K COLMAJILHON J1e3a/1ar-
taiuu. Peakue nozomorumyeckue (opmsr H3K
HUMEIOT TSKEJ0e MPOorpeccupyrollee Te4eHue, ¢
BBICOKMUM PHUCKOM HWHBAJIUAW3ALUU U PpaHHEU
cmepTtHOCcTH [1-4]. B HacTosiee Bpems onmca-
HO 00JIbIIIOE YHUCIO PAa3HOOOPA3HBIX HO30JIOTHU-
yeckux Gopm H3K, nns koTopeIx XapakTepHbl
TE€HETUYeCKas reTePOreHHOCTh U KIMHUYECKUN
noMMophu3M.

JlanHble TUTEpATyphl O pacHpoCTpaHEH-
Hoctu H3K B pa3nuuHbIX permoHax BapbUpPYyIOT
B IIMPOKUX MpEAeNax U TPYAHO COIMOCTABUMBI
MeX1y co0Oi BCIIEACTBUE CYIIECTBEHHBIX pa3-
JUYMI B METOJAX MOJy4YEHHUS W OLEHKH JIaH-
HbIX. OHUM W3 TEPBBIX MPOBEJACHO HCCIIEIO-
BaHHME MO M3YYEHHIO PacCHpOCTPAaHEHHOCTH UX-
THO3a B AHIJIMM, 4acTOTa MXTHO3a COCTaBUIIA
1:3665, B TOM uuciie BYJBIapHOIO MXTHO3a —
1:5300, X-creruiennoro — 1:6190 myxckoro
HACeJeHUs, ayTOCOMHO-PELEeCCUBHBIX (HopM
uxtro3a — 1:300000 [5]. HamOGomplee 4ucio
WCCIIEIOBAaHUI B MHUpE MO H3yUEHHUIO pacrpo-
CTPAHEHHOCTH OTHAENbHBIX WM OTHOCUTEIHHO
HemHorux (opm H3K mpoBeneno ¢ mpumene-
HUEM TOCIUTAIBHBIX PerucTpoB [6-11].

KoMruiekCHBINH MOIX0T Wi «0030pHBII
METOJl sIBJIsieTCsl HauOoJiee MOJHOLIEHHBIM Me-
TOJIOM TPOBEJEHUSI TEHETHKO-3MUAEMHOIOTH-
YECKUX UCCIeqoBaHui. J[aHHBIN MeToxA, pa3pa-
6otannblii B ®I'BHY «MI'HL» (HayuHslil py-
KoBOAMTENh: akanemMuk PAH, mm.H., nmpodec-
cop I'marep E.K.), mo3BosseT oleHUTh MoKasa-
TEIU Ipy3a U IPOBECTH AHAIU3 HO30JIOTHYE-
CKOTO CHEKTpa HACIEeACTBEHHBIX 3a00JIeBaHMUIA,

OXapakTepu3oBaTh 4dacTele (GopMbl 3a0ojeBa-
HUHI U ONpeAeNnuTh poiib (PaKTOPOB MOIYJISILIH-
OHHOM  JMHAMUKA U TMOIMYJISLUOHHO-
F€HETUYECKOM CTPYKTYpbl B paclpOCTpaHEHUU
HACJIEICTBEHHBIX OoJsie3Hel B peruone [12, 13].

WN3yueHne rpy3a M CIEKTpa Haclen-
CTBEHHBIX OoJsie3Hel y HaceneHus (oOcienoBa-
HO 60see 3000000 yenoBek B 11 pernonax EB-
porelickoit yactu Poccum) ¢ ucmonb30BaHuEM
«0030pHOT0» METO/a MOKAa3ajo0, YTO Yalle BbI-
SBJISIOTCSL  ayTOCOMHO-JIOMUHAHTHbIE  (POPMBI
H3K. 3HavueHUS rpysa ayTOCOMHO-
nomuHanTHeIx H3K (ma 100000 nacenenws)
COCTAaBMJIM — JIaJIOHHO-TIOJIOILIBEHHAsl KepaTo-
nepmust (6,38), Bymbrapaeii uxtuos (22,32),
Helipopubpomaros tun | (5,12), ayrocomHo-
peneccuBHbIX (Ha 100 000 HacenmeHus) — HX-
tuo3udopMHas sputpoaepmus (2,75) u riazo-
KOXKHBIA  anbOunm3m  (1,4), pacnpocTpaHeH-
HOoCcTh X-creruieHHoro umxrtuo3a (ma 100 000
MY>KCKOTO HaceneHusi) — 6,6. IlomynsuuonHo-
TeHEeTUYECKUE UCCIIeI0BAaHUS B 3TUX K€ PErno-
HaX BBISBWIM OTJIMYUS T€HETHUYECKOU CTPYKTY-
pBl TOMYJIALUNA B PErHOHaX, YTO OOYCIOBHIIO
BBISIBJICHHE TEPPUTOPHUATIBHBIX OCOOCHHOCTEH B
3HAUEHUSAX Tpy3a M pa3HOOOpa3uu Haclea-
CTBEHHOW MAaTOJIOTHH, a TAK)KE B CHEKTPE MY-
TalUil B I€HaX, OTBETCTBEHHBIX 3a IOSIBICHUE
yacThIX 3a0oneBanuii [12, 14, 15].

Nzyuenue nokaszareneit rpyza H3K, Ho-
30JI0THYECKOTr0 CIEKTpa M PacHpoCTpaHEHHO-
ctu otnenbHbIX Gopm H3K, ompenenenue 3a-
BUCUMOCTHU TIoKa3artenen rpy3a H3K ot momy-
JSIIIMOHHO-TEHETUYECKON CTPYKTYPHI U (PaKToO-
POB TOMYJISIIMOHHOW AMHAMHUKH C MCIIOJIb30Ba-
HUEM METO/I0B T'€HETHYECKOW 3MHJEMHUOJIOTUN
B PocroBckoit obmactu u Poccum He ocy-
IIECTBIISAIOCH, MIOATOMY JaHHOE HMCCIEA0BaHUE
SIBJISIETCS AKTyaJIbHBIM.

Leanb ucciegoBanus: ONpereInTh MOKa-
3aTeny rpy3a, HO30JIOTHYECKUN CTIEeKTp M pac-
IPOCTPAHEHHOCTh HACJIEICTBEHHBIX 3a0boeBa-
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HUW KOXU y HacelieHus B 12 paiioHax Poctos-
CKOIi 001acTH.

Marepuanbl U1 MeTOAbI HCCJIETOBAHMS.
B PocroBckori o6mactu B mepuoa 2001-
2015rr. ¢ Henbro U3yYeHUs MoKazarenen rpysa
U CIEKTpa HacleJCTBEHHbIX OOJie3HEW IMpoBe-
JIEHO KOMIUIEKCHOE MEJUKO- U MOIYJISLIMOHHO-

TeHEeTHYeCKoe oO0cieoBaHne HaceyneHus 12
paiioHoB PocroBckoii oOmactu (tabm. 1),
o0I11asi YMCIIEHHOCTh 00CJICIOBAHHOTO HaceJe-
Hus — 497460 ugenosex (11,72% ot oOmei
yucieHHocTH Hacenenus: PO), B Tom uucie ro-
poxnckoro 197740 (39,75%) wu cenbckoro
299720 (60,25%).

Tabnuya 1

YucjieHHOCTDh 00¢/1eJ0BAHHOI0 HACEJIEHUSI M B3AUMHOE pacnoJioxkenue 12 paiionon
PocToBCKOI 00/1aCcTH

Table 1

The size of the population surveyed and the relative location of 12 districts of the Rostov Region

Ne ‘Ha3BaHI/Ie panioOHOB ‘Bcero

Cesepuole

1 |Munneposcrii 75201

2 Tapacoecrmit 33319

3anaouvie

3 | Kpacuocynuiicsuii 77847

4 | Mareeepo-Kypranucmit |45575

5 PO)II/IOHOPO- } 23542
Hecseralickuii

6 MaCHHEOR CEIMIT 37432

FOcnbie

7 Eropnemxcrmii 37600

8 Henmucrrii 38830

Bocmounbvie

9 | IUmmnaucemii 36098

10 | Bonromomcroit 30760

11 | dvboecrit 23185

12 | 3MMOBHMEKOE CEIIET 38071
Bcero mo PO 497460

T~

Kpacwaxaposmi
apak

Bosrorpazcxan
ofvacn

8 - Peomybanxa
/ S Kaasnisnn
-pomnuni'l %

[Tpu mpoBeIeHNN UCCIICIOBAHMSI B 0OTIIEH
CJIO)KHOCTU OcMOTpeH 7541 GonbHOM M3 5574
CeMeil, U3 KOTOPBIX BBISIBICHO C MOHOT€HHOMU
HaclIeaCTBEeHHOI maronorueii 1481 manueHnT us
1008 cemeit. 13 obmiel rpynmnbl BBISIBIEHHBIX
OOJIBHBIX C MOHOTE€HHBIMH HACJEICTBEHHBIMU
3aboneBanusMu oToOpaH 291 marmument u3z 156
cemeii ¢ H3K, uTo cocTaBumo oT 00IIEro 4ucia
19,65% u 15,48% COOTBETCTBEHHO, U3 HUX B
«ropojax» OO0CIeTOBaHHBIX PAWOHOB MPOKH-
BAeT 3HAYUTEIHLHO MEHBIIEE YUCIO OOIBHBIX
(55 (18,90%) u3 33 cemeii), ueM B «celax»
(239 60mbHBIX (81,10%) u3 123 cemeit). Cpen-
HUW BO3pacT OONBHBIX cocTaBmwil 32,46+9.7,
CpemHHMA BO3pacT OOJBHBIX >KEHCKOrO ToJja
BBIIIIE MYKCKOro M cocTaBisieT 35,86+8,3 u
29,2045,5, coorBercTBeHHO. ['eHaepHOEe COOT-
Homenne OonbHBIX JK:M ¢ H3K cocraBuio

1:0,89, 9TO COOTBETCTBYET JaHHBIM TIO 00JIACTH
B 1enoMm 1:0,86. DTHUYECKUM COCTaB Hacele-
Hus PocToBckoit obmacti 1o gaHHBIM Beepoc-
cuiickoi mnepenucu HaceneHuss 2010 rona,
MpeJicTaBiIeH B OCHOBHOM pycckumu — 90,34%
(www.miacrost.ru/), B mccieayeMoil BbIOOpKE
pycckue coctaBunu 88,32%, npyrue Hamo-
HaJIHHOCTHU TMPEICTABICHBI €IUHUYHBIMH OOJb-
HBIMH [16].

B kadyecTBe 00BEKTOB HMCCIIEIOBAaHUS BbI-
OpaHnbl cieayromue rpymmnbl MoHoreHHbIX H3K:
HACJIC/ICTBEHHBIC HApYLICHUS KepaTHUHU3AINH
(MXTHO3, JAJOHHO-TIOJIONIBEHHAS KEepaToJep-
MHUS1); HACJIEACTBEHHBIN OyJIIe3HBIN SMUAEpPMO-
JIU3; SKTOJIEpMaNIbHBIC TUCIUIa3UU (aHTHIPOTH-
YECKHE);, HACIICJICTBCHHBIC OOJIC3HH BOJIOC H
HOTTEeW (MOHUJIETPUKC, TTAXHMOHUXUS); HACIE-
CTBEHHBIC PACCTPONCTBA MUTMEHTALUU (aJTb-
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OMHM3M,); HACIEACTBEHHbIE MeTaboIMYecKue
00J1€3HU KOXHU (SHTEpONaTHYECKUH aKpoJep-
MaTuT); (akomaTo3sl (Herpodubpomartos, Ty-
OCpOo3HBIA  CKJIEpO3, cuHApoM [ wummens-
JIunpay); npouune [17, 18, 19].

B xone uccnenoBanus i pelIeHUs MO-
CTaBJICHHBIX 33Jl1a4 MCIOJIb30BAIUCH CIEAYIO-
[IUEe METOJbI: TEHETHUKO-3TTHIEMHOIOTUUECKH,
MOJIEKYJISIPHO-TEHETUUECKU U CTaTUCTHYE-
CKHE METO/IBI.

COop maTepuana mpoBOAMICS B COOTBET-
CTBUHU C TIPOTOKOJIOM KOMIIJIEKCHOT'O T€HETHUKO-
SMUJEMHUOJIOTMYECKOTO HM3Yy4YEHHUS] OTATOIIEH-
HOCTH HACEJIEHUS] HACJIEJICTBEHHBIMU 3a00Jie-
BaHUSMU B PETHOHE, pa3paboTaHHBIM B J1a0O-
patopuu reHetuyeckou snuaemuonorun OI'b-
HY «MI'HLl» nox pykoBOACTBOM akaJeMHKa
E.K. I'unurepa Oonee 40 net Hazaza. Mcnonb3o-
BaHME JAHHOTO MOJAXO0/a MO3BOJISIET IPOBOIUTH
CpPaBHUTEJBHBIM AaHAIU3 TOKa3aTeJIerd TIpy3a,
MOJIyYCHHBIX B PA3NUYHBIX Tomyssimusx. Opu-
THHAIBHBIA MPOTOKOJI OOCJICIOBAaHUS H3ydae-
MOI MOMyNALMKA OMHCAaH B OOJBIIOM YHUCIIE
myosmkarui [13].

MonexkynsipHO-TeHETUUECKHE  HCCIIEJO-
BaHUS BBITIOJTHEHBI B JIA0OPATOPHH TEHETHYE-
ckoit snugemuonorun OI'bBY «MI'HLl» (3aB.
naboparopueit n.M.H, npod. 3unHyeHko P.A.)
JUIS IByX 3a00JIeBaHMIA: MOHWJIETPUKC — IPO-
BEJICH MNOWCK MyTanuil B TeHax KRT86 u
KRT81 ¢ nenpto uaeHTU(PUKAIMN T€HA OTBET-
CTBEHHOTO 3a pa3BUTHE 3a00JI€BaHUS Y BBHISB-
JICHHBIX OOJIBHBIX; BYJIbIapHBIM MXTHO3 — aHa-
a3 myTarmid R501X n 2282del4 B rene FLG, ¢
L[EbI0 OLIEHKH YaCTOTHI BCTPEYAEMOCTH MyTa-
it R501X u 2282del4 B rene FLG y 60bHBIX
u B nomyJisauu PO.

[ns onpeneneHus MNOMYJSLMOHHOW Ya-
crorel MyTaruii R501X u 2282del4 B rene
FLG B PocToBckoil oGmacTi mpoBelneH CKpH-
HUHT 3/I0POBBIX HEPOJCTBEHHBIX MHAUBUJIOB U3
paiionoB PO c ucnonb3oBaHuEM paHee CO3/1aH-
Ho#t 6a3bl JIHK, momydueHHo# B X0/1€ T€HETUKO-
SMUJIEMHUOJIOTHYECKOTO  uccienoBanus [20].
I'pynma 340pOBBIX WHIWBUAOB B OCHOBHOM
Mpe/ICTaBICHa CTapIIEKJIaCCHUKAaMU O0011e00-
pa3oBaTENbHBIX KON U Koiemked (88%) u
B3pOCJIBIMU JJOHOpaMu KpoBH (12%), koTopbie
BbIOpaHBI C Yy4E€TOM MPOKMBAHUS HA TEPPUTO-
puu paiioHa He MeHee 3-X nokosneHui. [Ipu o6-
CJIeIOBaHUH, BCE MAIIMEHTHI MOAMMUCATU MHCh-

MeHHOe MH(POPMHUPOBAHHOE corjacue (B ciy-
yae HECOBEPIICHHOJIETHUX JAeTel MHpOopMHpo-
BaHHOE COTJIacHe TMOJYYEHO Y UX pOAUTENeH).
MarepuanoM  uis  MOJIEKYJISIPHO-TE€HETH-
YECKOT0 WCCIEAOBAHUSA CIYKWUIM ONaHKU C
KPOBBIO HJIM BEHO3HAs! KPOBb.

Ceepecayuonnuiti ananu3, OTITOLUIEHHBIX
H3K cemeii, mpoBoawics isi TOATBEPKIACHUS
HACJICJICTBEHHOTO XapakTepa 3a00JieBaHUsA, OT-
JIEJIBHO ISl CEMEH C MPeIoyIOKUTEIbHO ayTo-
COMHO-PELIECCUBHBIM u ayTOCOMHO-
JIOMUHAHTHBIM THIIAMU HACJICIOBAHMS.

Iloxazamenu cpysa H3K paccuurtbiBa-
JUCh I ayTocoMHOM marosoruu Ha 10000
HaceleHuss U X-CUEIUICHHBIMU (opMaMu Ha
10000 my>kckOTO HaceNeHHs KakK ISl «TOpOjI-
CKOI0» M «CEJIbCKOT0» HAaCENEHUsl KaXJI0ro
paiioHa, Tak M JUIsl pallOHOB U O0JacTu B Iie-
aoMm. CpaBHEHHE TMOJYYEHHBIX pPE3YyJIbTATOB
IPOBOAMIIOCH C HCIOJB30BaHUEM METO/AA -
kBazpar u t-kpurepus Cteronenta [21].

Koppenayuonnviti ananuz mnposenen ¢
HCIIOJIb30BAHUEM JAaHHBIX, MOJYYEHHBIX MpHU
W3YYEHUU TEHETUYECKOW CTPYKTYpHI TOMYJIs-
it B PocToBCKOM 00MacTH: 3HaYSHUS CITydaii-
HOM cocrtaBnsomel koddduirenrta HHOPH-
nuHra Fst  (paccumTaHHBI Yepe3 YacTOThI
BCTpeYaeMoCTH (HaMIInid), WHAEKCAa SHJIOTa-
muu D (paccuutaHHblii IO OpavyHbIM 3aMUCAM
otopo 3AI'C) [20, 22, 23].

Bce HeoOXxonuMble BBIYMCICHUS BBIIOJ-
HEHBl C WCIOJB30BAHUEM IIaKeTa MPOTPaMM
Statistica 10 for Windows 10.0, mporpamma
Excel. Bce npumensiemble cTaTUCTUYECKUE Me-
TOABI MPEJCTABIECHbl B COBPEMEHHOUN JIUTEpa-
Type [24].

Hacrosmee wuccrnenoBanue  0g00peHO
studeckuM komuretoM ®I'BOY BO PoctIMY
Munsznpasa Poccun.

PesyabTaTsl U ux obcyxnenue. I[Ipose-
JICHHBIIN CerperallMoOHHbIN aHaIu3 MoKa3aj, 4YTo
3HAQUYEHHUS] CETPEralMoOHHBIX YacTOT COOTBET-
cteyer oxuaaembiM (0,25 u 0,5, coorBer-
CTBEHHO), B CEMbAX C NPEINOJI0KUTEIBHO
ayTOCOMHO-PELIECCUBHOM MaToJIOruei
(po=0,27+£0,02) w ayTOCOMHO-IOMHUHAHTHOU
(po=0,50+0,05).

[Tokazatenu rpy3a H3K c¢ paznuunbiMu
TUIMaMH HACJIEOBAaHUA Yy HaceJeHus B 12 paii-
oHax PO 11 «roponacKoro», «CeiabCKOro»
HAaCeJICHUs, CPEIHEB3BELICHHbIE 3HAUEHUS IPYy-
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3a, a Takxke cymmaphble 3HaueHus H3K y
HACEJICHUSI B U3YUYEHHBIX pailoHax u B PocToB-

CKOM
Tadymue 2.

oOJactu

BIOCIIOM  IPCACTABJIICHBI B

Tabauya 2

IToxa3artenn rpy3a H3K y nacenenns B 12 paiionax PO (1a 10000)

Table 2

Indicators of the HSD burden in the population in 12 districts of the Rostov Region (per 10000)

H3K no tuny HacienoBaHus Bee H3K
Obenenosannaz A Cymmapnsbie | Pacnipoctpanen-
TeppuTopuA All P X-er, 3HAYCHUS HOCTb
«Cenvckoey Hacenenue
Bonromoucroit 3,90+1,13 | 0,33+0,33 0 4,23+1,17 1: 2366
yborcrit 14,67+3,12 0 2,67+1,89 | 16,00+3,26 1:625
Eropnemxcemii 8,41+2,10 0 0 8,41+2,10 1:1188
3MMOBEHHEOB CEHIT 1,97+0,99 0 0 1,97+0,99 1:5074
Kpacuocynuiicsmii 3,15+0,95 | 0,29+0,29 0 3,44+0,99 1:2909
Marteeero-Kypraucemii 6,74+1,47 | 0,32+0,32 | 0,64+0,64 | 7,38+1,54 1:1355
Munneposcruii 12,39+1,85 | 0,83+0,48 | 1,10+0,78 | 13,76+1,95 1:727
MacHHMEOR CEIIT 10,58+2,16 | 0,88+0,62 0 11,46+2,25 1:873
PomnonoBo-Hecperaiickuii | 3,46+1,41 0 8,08+3,05 | 7,50+2,08 1:1333
Tapacoecruii 11,05+2,12 | 0,82+0,58 | 0,82+0,82 | 12,27+2,24 1:815
[enuucrmii 6,30+1,53 | 0,74+0,52 0 7,04+1,62 1:1420
[ mMnaHCcEmMi 2,88+1,18 0 0 2,88+1,18 1:3467
Cheonesssetuennivie U] 7042048 | 0,4040,12 | 0872024 | 7874051 1:1270
«lopoockoe» nHacenenue
c. J/IyboBckoe 2,44+1,73 0 0 2,44+1,73 1:4093
ct. Eropnbikckas 3,23+1,32 0 0 3,23+1,32 1:3098
1. 3UMOBHUKH 0,56+0,56 0 0 0,56+0,56 1:17776
r. Kpacusiit Cynun 1,16+0,52 0 0 1,16+0,52 1:8587
. MateeB Kypran 2,08+1,20 0 0 2,08+1,20 1:4803
r. MuiiepoBo 3,60+0,96 | 0,26+0,26 | 1,54+0,89 | 4,63+1,09 1:2160
c. YanTeipb 2,04+1,18 0 4,07£2,35 | 4,07£1,66 1:2456
CJI. POI[I/IE)HOBO- 0 0 0 0 0
Hecperaiickas
. TapacoBckuit 3,38+1,95 0 0 3,38+1,95 1:2959
. [{ennHa 5,06£2,07 | 0,84+0,84 | 3,38+2,39 | 7,59+2,53 1:1317
r. [lumstack 1,31+0,92 0 0 1,31+£0,92 1:7649
Sfl’:‘)”e““e‘“e””"’e IHARET 5 28+0,34 | 0,10£0,07 | 0,8140,29 | 2,78+0,37 1:3595
Cymmapuuwtit zpy3
Bonromoucroft 3,90+1,13 | 0,33+0,33 0 4,23+1,17 1:2366
Jvboscrait 10,35+2,11 0 1,73£1,22 | 11,214£2,20 1:892
Eropneixceaii 5,85+1,25 0 0 5,85+1,25 1:1709
3MMOEHHEOE CEMIT 1,31+0,59 0 0 1,31+0,59 1:7614
Kpacuocynmitcesii 2,06+0,51 0,13+0,13 0 2,18+0,53 1:4579
Mateeeso-Kypranceii 5,27+£1,07 | 0,22+0,22 | 0,44+0,44 | 5,70+1,12 1:1753
Munnepogcruit 7,85£1,02 | 0,53+0,27 | 1,33+0,59 | 9,04+1,10 1:1106
MacHHEOE CEIIT 7,21£1,39 | 0,53+0,38 | 1,60+0,93 | 8,55+1,51 1:1170




0pu2uHaJlea}Z cmamui
Original article

HayuyHvle pesyabmambl 6uomeduyuHckux uccaedosarulii. 2019. T.5, Ne2. C. 7-21 13
Research Results in Biomedicine. 2019. Vol.5, Ne2. P. 7-21

H3K no Tuny HacienoBaHus Bce H3K
Obenenosannaz Cymmapnsbie | Pacnipoctpanen-
TEPPUTOPUS AJl AP X-cII. SHAYCHIS HOCTE
Pon-HecBeraiickuii 2,55+1,04 0 5,95+2,25 | 5,52+1,53 1:1811
Tapacos crmii 9,00+£1,64 | 0,60+0,42 | 0,60+0,60 | 9,90+1,72 1:1010
[emuecrant 592+1,23 | 0,77+0,45 | 1,03+0,73 | 7,21+£1,36 1:1387
[imnasceii 2,22+0,78 0 0 2,22+0,78 1:4512
S{l’:"”em"‘“"”’"”e A 5154032 | 0,28+0,08 | 0,84+0,18 | 5,85+0,34 1:1709

AHanM3 TMOJyYEHHBIX PE3yJIbTaTOB BbI-
SIBUJI CYILIECTBEHHbIC Bapuallud 3HAYCHUH Tpy-
3a H3K ¢ paznuuHbpiMu TUMamMu Hacjie10BaHUA
Y «CEJIbCKOTO» U «TOPOJICKOT0» HACEICHUS Kak
BHYTpHU paiioHa, Tak U MexXay 00cie10BaHHBI-
mu parionamu PO. 3nauenus rpysa H3K ¢ AJ]
TUIIOM HACIIEJIOBAHUS Y «CEJIbCKOT0» Hacele-
HUS B TPHU pas3a BBILIE, YEM Y «TOPOJCKOr0» U
coctaBsaror 7,04+0,48 m 2,28+0,34, cooTBeT-
CTBEHHO, pa3nmuuusi jgoctoBepusl (1=8,21;
p<0,001; %?=52,52; p<0,05, D.f=1). Iloka3a-
tenu rpy3a AP H3K y «cenbckoro» HaceneHust
B YETHIPE pa3a MPEBBIIIACT MOKA3ATEIN Y «TO-
poackoro» u coctaBusitor  0,40+£0,12 u
0,1040,07, cOOTBETCTBEHHO, pa3IUYUsl JOCTO-
BepHbl (t=2,14, p<0,05). 3HaueHus rpysa X-
cuerienueix H3K y «cenmbckoro» u «ropoj-
CKOT0» HacelleHUs! COMOCTAaBUMBI U COCTaBWIIU
0,87+0,24 u 0,81+0,29, cOOTBETCTBEHHO, BHI-
SIBIICHHBIC pa3nuuus He gocroBepubl (t=0,16,
p>0,05; %%>=0,02; p>0,05, D.f.=1). CymmapHsIii
rpy3 H3K y «cenabckoro» HaceneHuss —
7,87+0,51 (1:1270) u B ABa pa3a HpeBbILIAET
MoKazarenqm y  «ropojckoro»  2,78+0,37
(1:3595), BBIABIEHHBIC PA3IUYUS BBICOKO JO-
croBepubl  (t=8,0, p<0,001). JlocToBEpHOCTH
pa3nM4uil oKas3aTeaeid CyMMapHOW OTATOLIEH-
Hoctu H3K wmexny «cembckum» U «ropoj-
CKHM» HacelleHHEM OOCIIeJOBaHHBIX pPaliOHOB
PO Ttaxxe gokazaHa ¢ UCIIOJIb30BAHUEM KpPHTE-
pust 2 (x?=9,24; p<0,05, D.f=11).

CpenHeB3BellIEHHBIE 3HAYEHUS CyMMap-
Horo rpy3a H3K y nacenenus PO cocraBuiu: ¢

AJl Ttumom HacnemoBanus — 5,15+0,32
(1:1943), AP Tunom HaciemoBaHHUS —
0,28+0,08  (1:35533), X-cuemJIEHHBIM —

0,84+0,18 (1:23689) u cymmapuoro 5,85+0,34
(1:1709). Ananu3 nmokasai, yTo B OOJBITMHCTBE
oOcrnenoBaHHbIX paiioHoB PO cymmapnas ots-

romenHocts H3K obecrnieuena 3a cuer ayto-
COMHO-JIOMUHAHTHBIX (opMm. Jluarpamma oOT-
YEeTJIIMBO TIOKa3bIBae€T BKJAJ 3a0ojeBaHHil ¢
pa3JIMYHBIMU TUIIAMH HACJIEJOBAHUS B CyM-
MapHyto otsaronieHHocTh H3K u BbIpaxeHHbIE
OTIIMYMs 3HaYeHu cymmapHoro rpysza H3K
MeXay parioHamu (puc. 1).
Bricokue mnokazarenu OTATOIIEHHOCTH

H3K ¢ ayTocOMHO-ITOMHUHAHTHBIM THUIIOM
HacJe0BaHUs OOYCJIOBJICHBI KaK BBICOKOU
pPacIpoCTPaHEHHOCThIO, TaK W OTHOCHUTEIHHO
TO0OpPOKAYeCTBEHHBIM TEUEHHEM 3a00JIeBaHUM,
KOTOpBIE B OOJILITMHCTBE CITy4aeB HE MPUBOJISAT
K HapyIIEHUIO PETPOTyKTUBHON (QYHKITUH W HX
npucnoco0aeHHOCTh cTpeMuTes k 1. B To Bpe-
Msi KaKk OOJIe3HU C ayTOCOMHO-PEIIECCHBHBIM U
X-CLIETITIEHHBIM THUIIOM HACJIEIOBaHUS BCTpE-
YaroTCsl 3HAYUTEIBHO PEXe W HMEIT Oolee
TspDkenoe Teuenune [8, 13, 25].

KoppensuroHHblii aHamu3 TPOBEIEH C
LETBI0 OIICHKU BIUSHUS (PAKTOPOB TMOMYJISAIIH-
OHHOM JMHAMHKH, TaKuUX Kak Kod(QuImeHt
CITy4aifHOTO MHOPHUIMHTA U UHICKC SHOTAMUH,
Ha muddepeHInannuio Tpy3a HaCIeICTBEHHBIX
0oJIe3HEH KOXKH 10 cyOmomysiiusam (taba. 3).

[TomydeHbl  BBICOKHME  KOIPDUITUEHTHI
KOPPEJISIIIUKM TIPH COTIOCTABJICHUH TTOKa3aTesiei
cymmaproro rpy3a H3K u Oonesneit koxu c
AJl TMTIOM HacjeI0BaHUA C MOKa3aTeJleM CIy-
qaiftHoro  uHOpumgmHra  (r=0,76+0,16 wu
r=0,75+0,16, coorBercTBeHHo0). Koaddunuen-
Thl KOPpPEJALMH MEXAY MOKa3aTeasiMU CyM-
MapHO# oTtsaromeHHocty Hacenenuss H3K u 3a-
OoneBaHusAMU KOXu ¢ AJl TUmom HaclieqoBa-
HUS C MHAEKCOM DJHJIOTAaMHUU COCTAaBHIIU
r=0,63+0,19 un r=0,62+0,19 COOTBETCTBCHHO.
KoppenssuroHHbIM aHamu3 MEXIy 3HaYCHHUSIMU
Cy4aifHOro wWHOpuAuHTra FsT B OTSroIeHHO-
ctbio HaceneHust H3K ¢ AP tunom HaciaenoBa-
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Note: Anx and Ap — autosomal dominant and autosomal recessive pathology, X-cu. — X-linked
pathology.

Puc. 1. Cymmapnsrii rpy3 H3K ¢ paznnunbiMu TunaMu Hacjae0BaHus y HaceneHus B 12 paiionax PO
Fig. 1. Total burden of HSD with different types of inheritance in the population in 12 districts
of the Rostov Region

Tabauya 3

3HaueHUs ciay4daiiHoii cocTaBisiiomeii HHOpuaUHTa (Fst), MHIEKCA YHIOTAMHH M OTATOIIEHHOCTH

H3K y nacesnenusi PocroBckoii od/1actu

Table 3

The values of the random component of inbreeding (Fst), the endogamy index, and the HSD bur-

den in the population of the Rostov Region

Yucnen- Orsaromiennocts (Ha 10 000

CyOnomysus HOCTE Fst s Al (cyMMapHeIsI
Bonromorcroii 30760 0,00045 0,16 3,90 4,23
Ivboe crmii 15000 0,00139 0,35 14,67 16,00
Eropneirceaii 19014 0,00125 0,38 8,41 8,41
SHMMOBHHEOE CEIIT 20295 0,00104 0,43 1,97 1,97
Marseeso- 31167 | 000092 | 0,36 6,74 7.38
Kypramcemit
Munnepos cruii 36327 0,00130 0,49 12,39 13,76
Pommoroso- 17330 000121 | 0,35 3,46 7,50
Heceratickuii
Tapacos cemit 24441 0,00104 0,34 11,05 12,27
emrcrait 26980 0,00102 0,38 6,30 7,04
Ipmnascrait 20800 0,00057 0,31 2,88 2,88
c. JIyboBckoe 8185 0,00039 0,15 2,44 2,44
ct. Eropnbikckas 18586 0,00020 0,25 3,23 3,23
1. 3UMOBHHUKH 17776 0,00022 0,28 0,56 0,56
. Marseeso- 14408 0,00023 | 0,16 2,08 2,08
Kypran
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Uucnen- Ortsrormenrocts (aa 10 000)
Cy6nonynsuus HOCTE Fst %16) Al cysMapHas

r. MuuiepoBo 38874 0,00023 0,29 3,38 3,38
eI, POAHOHOBO- 6212 0,00042 | 0,1 0,00 0,00
Hecgerailickas

1. TapacoBckuit 8878 0,00036 0,21 3,60 4.63
. [ennna 11850 0,00027 0,21 5,06 7,59
r. Humasack 15298 0,00016 0,13 1,31 1,31

[losnyuyeHHble pe3ynbTaTbl  CBUIETENb-
CTBYIOT O 3HaYMMOM pOJIM TE€HETHYECKOW MOJ-
pa3feNeHHOCTH M TeHETHYeCcKoro apeida Ha
dbopmupoBanre mokazareneii rpysza H3K vy
HaceneHust PocroBckoii obnactu. Munekc sH-
JIOTaMHH, JEMOHCTPUPYIOLIIUN YPOBEHb MUTPA-
LMY, B MEHBIIEH CTENEHU OIpEAEsieT 3Haye-
Hus rpy3a H3K, Ho Toke BecbMa 3HaAYMM.

Jnst cpaBHUTENBHOTO aHallW3a MOKa3aTe-
neit otsromennocty H3K y nacenenus PO ¢
JIPYTUMH paHee 0O0CleOBAHHBIMH PETHOHAMHU
EBponeiickoit yactu Poccum paccuuTaHsl 10-
Ka3aTeau Tpy3a U pacHpoCTPaHEHHOCTh OT-
nenbHbIX popMm H3K no nanneiM naboparopuu
TE€HETUYECKOMN AMUAEMHUOJIIOTUU OI'bY
«MI'HL]», moysiy4eHHBIX B XOJI€ KOMIIJIEKCHBIX
TE€HETUKO-IIUIEMUOJIOTUUECKUX  HCCIIE0Ba-
Hult (obmactu: Apxanrenbckasi, bpsuckas, Ku-
posckas, Kocrpomckas, Tsepckas, KpacHonap-
ckuil kpail, PecnyOnuku: Anpires, bamkopro-
crtad, Mapuii On, Tartapcran, Yamyprckas,
Uysamickas) [13, 14], oOmas 4nciaeHHOCTh 00-
CJIEIOBAaHHOI'O HACEJIEHUSI COCTaBISET 3 MIIH.
YeJIOBeK.

B OonpmmucTBe pernoHoB Poccum Tak
*e, Kak U B PocToBckoil o0nactu, moka3aTenu
cymmapHoit otsromenHoctd H3K chopmmpo-
BaHbI 3a CYET CYIIECTBEHHOIO MpeodiajaaHus
AJl dhopm 3aboneBanuii (puc. 2). Ilokazarenu
rpy3a H3K ¢ AP tunom nHacnenoBanus B Po-
CTOBCKOM 00JacTH JOCTOBEPHO HHUXKE, YeM B
OONBITMHCTBE pernoHOB U Poccuu. 3HadyeHUs
rpy3a H3K ¢ X-cuenjaeHHbIM THUIIOM Haclea0-
BaHMsS B POCTOBCKOM 00J1aCTH CYIIIECTBEHHO HE
OTIUYAIOTCSI OT TAKOBBIX B OOJBIIMHCTBE PErH-
oHoB. OnHako B PocTOBCKO# 00acTH mosryde-
HbI JIOCTOBEPHBIC Pa3Iu4us MEXAYy 3HAUYCHUS-
mu cymmapHoro rpysza H3K ¢ X-cuemnieHHbiM
u AP Ttunom HaciaegoBaHUs.

CpaBHuTtenbHbIl ananus rpyza H3K B PO
C TaKOBBIMHM B APYTHUX MOIMYJSAIUSIX €BpOMei-
ckor yactu P® mokazaj, 4To BKJaJ 3a00ieBa-
HUI C pa3IUYHBIMU THUIIAMU MEHEJIEBCKOIO
HacyieoBaHus B cTpyKTypy rpy3a H3K B peru-
OHAaX HEOJHO3HAYEH, YTO MOXKHO OOBSICHUTB,
KaK OCOOCHHOCTSIMU IT'€HETUYECKOM CTPYKTYpHI,
BJIMSTHUEM Pa3NIUYHbIX (PAKTOPOB MOMYJISLUOH-
HOW JMHAMHMKM Ha (OpMHUpOBaHUE TIpy3a B
ONpECIEHHOM pEeruoHe, TaK M Pa3InyHbIM
BKJIAJIOM B CTpYKTYpy Ipy3a H3K 3aboneBanumii
C pa3JMYHBIM THIIOM HAacCJelIOBaHUS B pa3iny-
HBIX pernoHax Poccuu.

[IpoBeneH  aHaiuM3  HO30JIOTMYECKOTO
CIEKTpPa U TEPPUTOPUAIBHOIO paclpeiesieHus
oTHeNnbHbIX Ho3oJorndyeckux ¢opm H3K, BbI-
SIBJICHHBIX y HaceleHus B 12 paiionax Pocros-
ckoit oomactu. Paznoobpaszue H3K obecnieueno
3a cyet 20 HO30JO0THUECKUX PopM, U3 HUX 13 C
AJl Tumom wHacnemoBanms, 5 ¢ AP Ttumom
HacJIeJOBaHMs U 2 ¢ X-CLETUIEHHBIM.

B nyOnukanusax mo pesyjbTaTaMm I'eHETH-
KO-3MHUIEMUOJIOTHYECKUX 00CIeI0BaHUN peru-
oHOB Poccun oTmedeHo, 4to 3aboneBaHusl pac-
IIPOCTPAHEHHOCTH KOTOPBIX COCTaBJIsIET
1:50000 u game, 00pa3yrOT «SIIPO» HO30JOTH-
YeCKOro CrekTpa 3aboneBaHuii B 00cieyeMoM
peruone [13, 14]. «Smpo» HO30J0THUECKOTO
cnektpa H3K y nHacenenus B PocroBckoi 00-
nactu chopmupoBaHo 7 3a00JEBaHUSIMH, W3
HUX 5 C ayTOCOMHO-IOMHHAHTHBIM THUIIOM
HacJe/I0BaHUs — JIaJJOHHO-TIOAOIIBEHHAs Kepa-
tonepmust  (1:13818), Bynerapuslii UXTHO3
(1:5025), meitpodpubpomaros, tun I (1:8577),
MHOeCTBEHHbIN smnomaro3 (1:31091) u Ty-
Oeposnbiii  ckiepo3  (1:33164) m 2 ¢
X-CLETUIEHHBIM — 3KTOAEpMalbHas JUCIIA3HS,
anruapoTudeckas ¢opma (1:49746), uxrtnos
X-cuereHHsbIi (1:15546).
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Puc. 2. I'py3 H3K ¢ paznuuHbiMu TUTIAMU HACIICAOBAHUS y HACETICHUS B 0OCIICIOBAHHBIX
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Fig. 2. The HSD burden with different types of inheritance in the population in the surveyed popula-
tions of Russia

I'pynmy ymepenno dacteix (1:50001-
1:100000) coctaBWIM 5  HO30JIOTHYECKHX
dbopm: uxtuosudopmHas 3puTponepmus, Oyi-
ne3Hass ¢opma ayTOCOMHO-JIOMHHAHTHBIN THI
HacienoBanus (1:55273), rumotpuxo3 BpOXK-
neHHblid (1:62183), Oynuie3Hblil 3nuaepMons,
tun  Kobuepa  (1:99492), moHunerpukc
(1:99492) u uxtro3udopmMHas SPUTPOAECPMHUI,
ayTOCOMHO-peneccuBHBIN TUI (1:99492).

Penxue H3K (1:100001-1:200000) mpen-
CTaBJICHbl €IUHCTBEHHOW ¢opMoil — ampbu-
HHU3M TJ1a30-KOXKHBIH (1:124365).

Ouenp penxue H3K (1:200001 u pexe)
BBISIBJIEHBI Y €IMHUYHBIX O0bHBIX: A/l popMmbr
— anpOMHU3M TI1a30-KokHbIN (1:248730), ano-
nerust (1:497 460), maxuonuxusi (1:497460),
cuaapom ['mnnens-Jlunnay (1:497460), AP
dbopmel — anonerus (1:248730), keparoaepmust
nagonHo-nonomBeHHas (1:248730) u sHTEpo-
naTudeckuil akpoaepmatut (1:497460).

AHanu3 paBHOMEPHOCTU pacrpesesieHus
otaensHbIX hopm H3K y Hacenenus B 12 paii-
oHax PocToBckoM 00J1aCTH, ¢ HCIIOIL30BAHUEM
F-pacripenenenusi,  ypoBeHb  3HAUUMOCTH
a<0,001 [21], BBIABMI oO4Yard HAKOIUICHUS

ByJIbrapHoro uxrtuo3a B LlenuHckom u Muie-
poBckoM paitonax (F-pacnpenenenue — 2,56 u
2,44, cootBerctBeHHo, 0<0,001). B Pomuono-
BO-HecBeTralickoM paiiOHE BBISIBJICHHAS CEMbS C
7 TOpa)XeHHBIMU X-CLEIUICHHBIM HWXTHO30M
o0ycroBuia BBICOKYIO OTSITOLIEHHOCTh
X-CHEIJIEHHON NAaTOJIOTHEN U o4Yar JOKAJILHOI'O
HAKOIUICHUsI JaHHOTO 3a0o0JieBaHUsS B pailoHe
(F=8,70; 0<0,001). B JIyboBckom u Tapacos-
CKOM pallOHaX BBISIBIICHBI OYard HaKOIUICHUS
Heiipopubdpomarosa tun | (F-pacmpenenenus —
3,90 u 3,52, coorBercTBeHHO, 0<0,001).

CpaBHUTENBHBIN aHATU3 HO30JIOTUYECKO-
ro CHEKTpa U PacHpOCTPAHEHHOCTH OTIETbHBIX
dopm H3K mo3Bommi onpeaenuTs 4acTele HO-
3onorudeckue popmbl H3K B pernonax u Poc-
cuu B 1eioM (Tabi. 4), OLIEHUTH pacrpocTpa-
HEHHOCTh OT/AENBHBIX HO30JIOTUYECKUX (opM
H3K y Hacenenus B pa3nuuHbix peruoHax Poc-
CcUU. AHaIM3 MOKa3all, YTO «SIAPO» YaCThIX HO-
3onornyeckux ¢popm H3K B PO cxoxe ¢ 60iib-
LHIMHCTBOM IOIYJIALMM €BPOIECHCKON 4acTu
Poccun, ogHako xapakTepusyeTcsl OTIMYUSIMU
B YaCTOTE BCTPEUYAEMOCTH.
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Tabauya 4
Pacnpocrpanennocts yactbix H3K, BbIsiBJIeHHBIX y HacesJeHHs B 00cJie10BaHHBIX pernoHax Poccun (1:Ha)
Table 4
The prevalence of frequent HSD, detected in the population in the surveyed regions of Russia (1:t0)

. Peruon P® | Pocr. Apx. bpsn. | Kupos. | Koctp. | Tepc. | Kpach. Mapuit

Ne Junarnos 001 00J1. 0011 0011 001 001 Kpai Anpires | bau. On Tatape. | Yamyp. | Hysau. | Poccus
YHcaeHHOCTD 497460 40000 88210 |286616 |444476 |76000 |426700 |101800 |250000 |276900 |268894 [267655 |264490 |2791741

Ayi’l’lOCOMHO'aOMMH(lHWlele

1 [Wxtnos synsrapusiii | 5025 | 6667 | 88210 | 3675 | 8386 | 12667 | 8534 | 5358 | 6944 | 2130 | 7469 | 6225 | 3149 | 5151
JlagoHHO-

2 |momowsennas kepa- | 13818 | 20000 | 29403 | 47769 | 74079 | 38000 | 42670 | 33933 | 3425 | 18460 | 4636 | 12745 | 13921 | 12806
TOAEpMUs

3 ?;;?OQ’HGPOM““’ 8577 | 10000 | 88210 | 16860 | 44448 28447 | 11311 | 22727 | 12039 | 15817 | 24332 | 11500 | 19800

4 ﬁi‘;ﬁi‘;ﬁe“m’m 31001 22053 | 35827 (222238 | 76000 | 16412 | 12725 | 35714 33612 | 24332 | 66123 | 35338
Cpeonee smauerue 1943 | 3077 | 5189 | 2239 | 5626 | 6909 | 3743 | 2610 | 1667 | 1564 | 1545 | 2704 | 1876 | 2445

Aymocozwuo-peueccue%te

1 |[Axruosupopmiaz 99492 | 8000 | 29403 | 28662 | 27780 | 25333 | 35558 | 50900 |250000 | 25173 |268894 |267655 | 20345 | 35792
SPUTPOAECPMHUSL

2 ?;;ggw 183071 124365 | 40000 | 22053 | 47769 | 88895 | 76000 |426700 | 16967 | 62500 | 30767 | 15817 | 22305 | 37784 | 38243
Cpeonee snavenue | 35533 | 5714 | 12601 | 13648 | 17779 | 19000 | 30479 | 12725 | 19231 | 6440 | 12222 | 14087 | 5878 | 12244

X-cyennennvle

1 [Wxtnos 15546 11024 3800 | 9276 | 25450 | 10417 | 46150 | 22408 | 19118 | 26449 | 17233
Cpeonee snavenue | 11844 0 0 9554 0 3800 | 9276 | 25450 | 10417 | 46150 | 19207 | 14870 | 26449 | 16231
Cymmapnas 1709 | 2000 | 3675 | 1748 | 4274 | 3040 | 2826 | 2078 | 1429 | 1242 | 1325 | 2108 | 1385 | 1917

Coxkpamenus: Pocrt.o0m. — PocToBckast o6macts, Apx.0011. — ApxaHrenbckas o6nactb, bpsH.o001. — BpsiHckas 061acts, Kupos. 001. — Kuposckast o61acts, Koctp. o011
— Koctpomckas obmacts, TBepc. o0 — Tmepckas obmacts, KpacHom. kpait — KpacHomapckuii kpaif, Axpiress — PecmyOnmka Anmeires, bamk. — PecryOmmka
BamkopTtoctan, Mapwii D1 — Peciy6imka Mapwii Oi, Tatape. — Pecmy6nuka Tarapcrtan, Y amyp. — Y nmyptckast Pecrry6nuka, Uysamt. — Uysarickas PecmyOnuka.
Abbreviations: Poct.06:. — Rostov region, Apx.o61a. — Arkhangelsk region, Bpsia.o6n. — Bryansk region, Kupog. o6:1. — Kirov region, Koctp. 061 — Kostroma region,
Teepc. o6n. — Tver region, KpacHoa. kpait — Krasnodar Territory, Aneirest — Adygea Republic, bamk. — Bashkortostan Republic, Mapuii 31 — Mari El Republic,
Tarapc. — Tatarstan Republic, Yamyp. — Udmurt Republic, 9ysamr. — Chuvash Republic.
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B GonpmmHCcTBEe perroHoB u B Poccun B
LEJIOM «SIIPO» COCTABISIIOT 4 3a00JeBaHUS C
AJl TunoMm HacnenoBaHUs (BYJbTapHBIA HX-
THO3, JIAJIOHHO-TIOJIONIBEHHAsI KEpaTOACpMHUSI,
HerpodubpomaTo3, Tun I, MHOKECTBEHHBIN
aunomato3), 2 3aboneBanus ¢ AP Ttumom
HacienoBaHus (MXTHO3U(DOPMHASL IPUTPOJEP-
MU, aIbOWHU3M TJ1a30-KOXKHBIN) U 1 3a0oite-
BaHMe ¢  X-CIHEIUIGHHBIM  TuUnoM  (X-
CHETJICHHBI UXTHO3).

Anammu3 pacnpoctpaneHHoctd H3K B Po-
CTOBCKOM 00JIaCTH MPHU CPAaBHEHHUH C paHee 00-
CIENOBaHHBIMU pernoHamu EBporeiickon ya-
ctu Poccum mokaszan Hakorwienue (o<0,001)
psga Hozojormueckux ¢opm ¢ A/l Tunom
HacJIeI0BaHUs (pa3nuuusg  JIOCTOBEPHBI):
Hetripopuopomaros | tuma (B PO 1:8577, cpen-
s mo P® 1:19800; F=2,29); tyOeposHslii
ckiepod (B PO 1:33164, cpemnsis mo PD
1:93058; F=1,83); Bpo>KACHHBIN THIIOTPUX03 (B
PO 1:62183, cpennsis no PD 1:2791741;
F=19,5); monunerpuxkc (B PO 1:99492, cpen-
Hags no P® 1:1395871; F=4,01); uxrtnosu-
¢dopmHast sputpoiepmusi, OyiiesHas Qopma
AJl (B PO 1:55273, cpenusist mo PO 1:2791741;
F=18,5); Oymne3nslii snuaepmonus, tun Koob-
Hepa (B PO 1:99492, cpennsis mo POD
1:1395871; F=4,01).

[Tpu nmpoBeneHNUN JaHHOTO UCCIEI0BAHUS
BIIEPBbIC BBISBIEHBI Y 00NBHBIX B PO cienyro-
e hopmer H3K: ¢ ayTocoMHO-TOMHUHAHTHBIM
TUIIOM HACJIEJOBAHUS — TUIIOTPUXO03 BPOXKJICH-
HBIW, MAaXUOHUXMS, CUHApOM [ unnens-JInnaay,
C ayTOCOMHO-PEIIECCUBHBIM THIIOM HaclieJJ0Ba-
HUSl — aJloTelusl yHUBepcaabHas BPOKICHHAs,
JIaJIOHHO-TIO/IOIIBEHHAs KEPATOJAEPMHUSI.

MonekynsipHO-TeHETUUECKUE  HCCIIE0-
BaHUsA, BBIMIOJIHEHHBIE OOJBHBIM BYJIbIapHBIM
MXTHO30M, TOKa3aJM, YTO YacToTa BCTpeyae-
Moctu mytanuu 2282del4 B rene FLG B rere-
pPO3UTOTHOM COCTOSIHUHM cocTaBmwia 48,28%,
myTamust R501X we BoisBiena, [lpu oGcneno-
BaHUM  TOMYJISIITUOHHOW TPYNIbl  YacToTa
BcTpeyaemocTu Mytauuu 2282del4 B rene FLG
B TETEPO3UTOTHOM COCTOSIHUM  COCTaBMJIA
1,56%, mytamust RS01X Takxke He BbIsSBIICHA,
Yactora myrtammm 2282del4 B rene FLG y
OOJIbHBIX, JOBEPUTEIIbHBIA WHTEPBAT KOTOPOM
coctaBun 0,36892<0,48276<0,59797 u uacro-
Ty B MOMYJISLHUN — JOBEPUTEIbHBIN HHTEpBAI

0,00281<0,01575<0,04874, paznuuus
P=99,9%, 4TO COOTBETCTBYIOT €BPOINEHCKUM U
POCCHIICKUM JJaHHBIM [26, 27, 28].

BriBOabI:

IToxazarenu rpy3a H3K y nacenenus Po-
CTOBCKOM 00JIaCTH COCTaBUJIM: C ayTOCOMHO-
JOMHUHAHTHBIM  TUIIOM  HACJEIOBaHUS  —
5,15+0,32 (1:1 943), ayTOCOMHO-PEIIECCUBHBIM
— 0,28+0,08 (1:35533), X-cHeIuICHHbIM —
0,84+0,18 (1:23 689) wu cymmapHbll —
5,85+0,34 (1:1 709), B ctpykType rpy3a 00Jib-
Hele H3K ¢ ayToCOMHO-IOMUHAHTHBIM THIIOM
HACJICZIOBAaHUs COCTABWJIM HauOOJBIIMK TpO-
ueHt (87,97%), mo CpaBHEHHIO C ayTOCOMHO-
peneccuBHbiM (4,81%) u ¢ X-CIEMIEHHBIM
(7,22%).

Pasnmuuust B 3HaueHumsax rpysa H3K
«CEJIbCKOI0» U «TOPOJICKOr0» HaceleHus o0y-
CJIOBJIEHBI BIMSHUEM I€HETUYECKOro apeida u
MO/Ipa3ieNieHHOCThI0  cyomomyssiiuii.  Koad-
(UIIUEHTHl KOPPENSIIUA MEXAY MOKa3aTelsIMu
cymmapaoro rpy3a H3K u ¢ ayrocomno-
JOMUHAHTHBIM THIIOM HACTIEJOBaHUS U 3HaYe-
HUSIMU Ciy4aiiHoro uHOpuauura Fst u uHmek-
coM »HAoramuu coctaBuiaun (r=0,76+0,16 u
r=0,75+0,16) u (r=0,63+0,19 u r=0,62+0,19),
COOTBETCTBEHHO.

Ho3zonornueckuit cnexktp H3K y Hacene-
HUs B PocToBckoii obmnactu Bkitoyaetr 20 Ho-
3omoruueckux ¢opm, u3 HuX 13 ¢ AJl Tumnom
HacnenoBaHus, 5 ¢ AP TUNoM HacieqoBaHus U
2 ¢ X-CUEIIEHHbIM. «SAp0» HO30JI0THYECKOTO
cnektpa H3K cdopmupoBano 7 3aboneBaHus-
MU: Bynbrapusiii uxtuos (1:5 025), neitpodpuo6-
pomato3, tun I (1:8577), nmamoHHO-
nojomBeHHas keparoaepmus (1:13 818), MHo-
»kecTBeHHBIH Jnumomato3 (1:31 091) u TyOGe-
PO3HBII CKJIEpO3 (1:33 164), HUXTHO3
X-cuerennbii  (1:15 546), sxTomepManbHas
JCTIIa3us, AQHTUJIpOTUYECKAst dopma
(1:49 746). «Slapo» dYacTBIX HO30JOTMYECKHX
dopm H3K B PO cxoxke ¢ OONBIIMHCTBOM TIO-
MyJISAd eBponeickoit yactu Poccun.

Anamu3 pacnpoctpaneHHoctd H3K B Po-
CTOBCKOM 00JacTH MpU CPAaBHEHUU C paHee 00-
CJIIEIOBAHHBIMH peruoHamu EBporneickon 4a-
ctu Poccum mokazan HakoruieHue (a<0,001)
psna Hozojormueckux @opm ¢ A/l Tunom
HacienoBaHus: Heipodubpomaroz | Tuma
(F=2,29); tyGepo3usiii ckiepo3z (F=1,83);
BpoXKAeHHbINH TrunoTpuxo3 (F=19,5); monume-
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tpukc (F=4,01); uxtuosudopmHuas spurpoep-
must, OymuiesHas ¢opma AJl (F=18,5); Oymres-
HBIH Sniuaepmonus, Tun Kobuepa (F=4,01).

B omHnowenuu dannou cmamou He ObLIO
3ape2ucmpupo8ano KOHGIUKMA UHmMepecos.
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