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JaHHaa paboTta asnsetcs dparmeHToM HUP «A3-
Y4YEHME  KJIMHUKO-MATOMEHETUYECKNX  MEXaHU3MOB
pa3sutua HeanddepeHLmMpoBaHHON AMcnnasmm co-
€ONHUTENbHOM TKaHM B PEMOAENNPOBAHNN 3N1aCTUYHO-
TKaHHbIX CTPYKTYp OpraHmama yenoseka», Neroc. peru-
ctpauum 0112U001027.

Bctynnenune. OueHka pacnpOCTPaHEHHOCTU MO-
HOrFeHHbIX AEpPMaTO30B Kak XapakTepucTuka OTsAro-
LLLEeHHOCTM NONYNSAUNIA MOHOrE€HHOM NaToNormen MoxeT
BbICTYNaTh MHOMKATOPOM HAMpPaBAEHHOCTU FreHeTuYe-
CKMX MPOLLECCOB, OCOOEHHO B CENbCKUX MOMYALUSX,
M MMEET CYLLECTBEHHOE 3HAYEeHNE OJ19 FEHETUYECKOro
MOHUTOPMHIra N FreEHETUYECKOro MPOrHO3UpPOoBaHUs, A4S
aHanusa npuMpoabl FEHETUYECKOro rpy3a, B HaCTHOCTU,
rpy3a HacnencTBeHHbIX 60/Ie3HEN.

MxTrno3 ob6bluHbI unn BynbrapHbiin (ichthyosis
vulgaris; OMIM 146700), ayTOCOMHO-AOMMWHAHTHbIN
[7, 8], c neHeTpaHTHOCTLIO y retepo3uroT 6onee 90%
[12,13], obycnoBneH mytaumsiMu B reHe dunarrpuHa
(FLG; OMIM 135940), nokannM3oBaHHOrO B PErMOHE
1g21. Y 60bHbIX 1 NX POACTBEHHMKOB B XapbKOBCKO
obnactn obycnoeneH mytaumamm 2282del4 n R501X B
reHe FLG. OBbIYHbIN NXTNO3 BCTPEYAETCS B PA3/INYHbIX
nonynaumax ¢ yactoton 1:2500-1:5000 [7]. dPeHoTH-
nUYyeckne XapakTepUCTUKM BYbFAPHOrO MXTUO3a B
nepBoM NPUBANXKEHNN 6N3KK K onncaHnsam peHoTrna
npu X-CUEnJeHHOM UXTMo3e. X-CuensieHHbIn peuec-
CUBHbIA 1xTMO3 (X-linked ichthyosis; OMIM 308100)
obycnoBneH OeduuUNTOM CTepouaHon cynbdaTasbl
BcrneacTteune mytauum B STS reHe (STS; OMIM 300747),
nokann3oBaHHOM B Xp22. 3, geneuun STS reHa nnm
yyacTka X-XpoMocombl [7,14].

PaznunyHble GopMbl UXTNO3a, Kak U ApYyrne MOHO-
reHHble IEPMATO3bl, B NEPBOM NMPUBANNKEHUN NMPaKTU-
4YeCKM HE NCMOJb3YIOTCS B KAYECTBE «CTOPOXEBbLIX» WU
«MHANKATOPHbIX» (PEHOTUMOB AN OLEHKU OMHAMUKU
napameTpoB reHeTnyeckoro rpysa [3,5,9] B cuny He-
BbICOKOI PacrnpoCTPaHEHHOCTN B MONyNAuuUsX, TPyA-
HOCTEI ee OLLEHKM B CBSI3N C HEOOXOAMMOCTbIO BbICO-
KOKBaNM®UUMPOBAHHOIO MNOAXO4A MPU AMArHOCTUKE
pasnuyHbix GopmMm aTux nartonoruin. OgHako aBTOpPbI
[aHHOM paboTbl NpeanaraloT nokadaTb NPUEMIEMOCTb
MCMNONb30BaHMS reHo4epmMaTo30B, Mpu CoOMoaeHUN
BbILLEOMNUCAHHbIX YCIOBUI, NMpWU uUccnenosaHumn dak-
TOPOB MOMYNSILUMOHHOW AWHAMWKW, B AAHHOM Chy-
Yyae BeNMYMHbI MHOpuAnHra [1], 4ns OUEeHKM CTeneHu

reHeTnyeckor 6esonacHocTy Hacenexus. Kpome Toro,
0ObIYHbIN U X-CLIEMNIEHHbIN UXTNO3 ABMSAIOTCA OOHUMU
13 Hambornee pacnpoCTPaHEHHbIX MOHOrEHHbIX 3a60-
NIeBaHUI YyenoBeka, NpobnemMbl reHo4epMaTo30B OCO-
OEHHO aKTyasibHbl B COLMANIbHOM OTHOLUEHUM 1 NpaKTn-
YECKWN HE N3YYEeHbl B YKPAUHCKUX MOMYNSLMSX.

B cBS13M C BbILLEN3NOXEHHBIM LLeNbio JAHHOIO UC-
cnenoBaHUs CTan aHann3 CBA3WM PACNpPOCTPAHEHHO-
CTU UXTNO3a CPEean HACeNleHNs XapbKOBCKOW 061acTu
¢ dakTopamu NonynsauMOHHON ANHAMUKNA.

OGbeKkT U MeToabl uccnepoBaHusa. B HacTosi-
we paboTe UCMNONb30BaHbl MaTepuasbl 3KCNeannia
2008-2011 rr. u3 4 palioHOB XapbkOBCKOI obnacTu:
KpacHorpaackoro, 3mueBckoro, BoroayxoBckoro wu
BonuaHckoro. [ns u3yyeHuss pacnpoCTPaHEeHHOCTU
00bl4HOr0 ayTOCOMHO-A0MUHaHTHOro (OMIM 146700)
n X-cuenneHHoro (OMIM 308100) nxtnosa, B pesysb-
TaTe CKPUWHMHra HaceneHuss UccrneayemMbiX pPamoHOB
XapbKOBCKOW 00651acTn, NpOBeAeH CMJIOWHON Yy4eT
OoMbHbIX, Haxoadawmxca nog HadbnogeHnem B OKKB/,
Ne1 n gmcnaHcepax obnactu. Mpu HakonneHun nep-
BMYHOW MHDOPMaLNM AVHAMUYHBIE OCMOTPbI 6OJbHbLIX
1 POACTBEHHUKOB, FEHEANIOrMYECKNI U MONTIEKYNISIPHO-
reHeTnyecknin aHanma mytaumin 2282del4 n R501X B
reHe FLG no3BONWAM YCTAaHOBUTb (POPMbI UCCeayemMo-
ro reHogepmato3sa y npo6aHaoB 1 UX POACTBEHHUKOB.

JaHHble O YNCNEHHOCTU HAceneHus, naowanu u
KOJINYECTBE HACESIEHHbIX MYHKTOB PalioHOB ObIAN Nosy-
YeHbl B [1TaBHOM ynpasieHnn CTaTUCTUKM XapbKOBCKOM
obnacTu.

PasHuua B pacnpocTpaHeHHOCTM OBbIYHOro UXTU-
03a B pasHbIX MOMyAaUMsxX OLeHMBanacb C NOMOLLbIO
¢-npeobpasoBaHns Puiiepa nNyTéEM YrnoBOl TpaHC-
dopmaummn. OueHKa reHeTUYEeCKOW CTPYKTYypbl nony-
NAUMA NMpoBefeHa C MOMOLUBIO BEUMYUH ClyHanHOro
WHOpuamHra Fst, paccumTaHHbIX Ha OCHOBaHUM KO-
adpdnumeHToB murpaumm [1]. Ona oueHkn NMHEenHom
CBSI3N MeXAy 3HAYEeHUSIMU PACNPOCTPAHEHHOCTU UX-
TMo3a n koadppuumeHTa cnydarmHoro nHépuamHra Fst
paccunTbiBann koappuumeHT koppensummn MNupcoHa
n CnupmeHa. lNMpoBepky CTaTUCTUYECKUX FMMOTE3 OCY-
LEeCTBASAN HA YPOBHE 3HaA4YMmocTn He meHee 0,03
[2,11].

PesynbTraThl uccnepoBaHuii M unx obGcyxae-
Hue. PacnpoCTpaHEHHOCTb WMXTMO3a B HECKOJIbKNX
paioHax obnacTtu (Tabn.) coctaenseT ot 1:121 (B C.
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3HauyeHus koadpduumeHTa cry4ainHOro UHGpuUANHra
Fst n pacnpocTpaHeHHOCTU NXTUO3a B ropoaax n cenax
XapbKkOBCKOW o6nacTtu

Tabnuua aHanM3 NpPsSMOl 3aBUCKMMOCTU OTAro-
LEHHOCTN HaceneHns OT napamMeTpoB
reHeTUYEeCKOM CTPYKTYPbl W3YHEHHbIX
nonynsaumin.

KoadppuumeHT nuHenHom koppe-

Pacrpo- Koad- NAUMN MEXIYy PacnpoCTPaHEeHHOCTbIO
HaceneHHbi YucneHHocTb| 3HauyeHune CTpaHeH- dunumeHt MXTno3a B ceslax U ropogax ncecnepye-
MYHKT HaceneHns Fst HOCTb KOppenaumn, | Mbix panoHOB 1 3HAYEHUSMU CITy4anHO-
xTosa rts ro nibpugmnra Fst, coctasun 0,41 (no
r. KpacHorpag, 21431 0,000046 0,00028 CnmpMeHy, p<0,03) no0,74 (no Mupco-
c. MecuaHka 5346 0,000213 0,00019 Hy, p<0,000064), 4TO NOKa3bIBAET Bbl-
c. OkTabpbckoe 121 0,003846 0,04800 COKYIO MONOXMUTENbHYIO B3alMMOCBA3b

c. Bnagumnposka 403 0,001320 | 0,00250 NCCNEAYEMbIX NAPAMETPOB.
c. NlyKawoeka 164 0,003793 | 0,01220 fopobreie ~ mccneposanms, — xa-
pakTepusylolwme ypoBEHb MoAapas-
KpacHorp. p-H 46363 0,000053 0,00024 [ENEHHOCTV  U3YYeHHbIX MOMyNSLN,
r. 3mues 14836 0,000048 0,00020 C MNOMOLLbIO OLEHKWN BEesINYMHbI N Tep-
c. 3nabkn 4701 0,000143 0,00085 puTOpUanbHbIX Pas3nynii B pacrnpo-
c. lmHeeBKa 3400 0’000371 0,0003 CTPAHEHHOCTU MOHOIeHHO naTono-
n. KOMCOMOonbCKMiA 15621 0,000046 | 0,00019 N=22 rvmn, MPEACTaBNeHbl AN OTAE/IbHbBIX
3MU1eBCKON p-H 73400 0,000017 | 0,00020 r=0,74 | Poccwicknx nonynaumi. Hanpumep,
p<0,000064 anga naTtm panoHoB PocToBckoii obna-
r. Borogyxos 21581 0,000035 0,00065 (no CTU KOBDMULMEHT KOPPENALMUM MEXAY
c. MyThl 1828 0,000384 | 0,00100 | MupCoHY) | 3HayeHWAMU ayTOCOMHO-PELECCUBHOM
c. IN. HukntoBka 964 0,000509 0,00200 HaCNeLCTBEHHOW MyXOTbl U Clly4anHO-
Boroayx. p-H 40800 0,000031 | 0,00039 r=0,41 ro wH6puamHra coctasun 0,89+0,10
BonuaHck 21018 0,000052 | 0,00005 | P<0,03 | [4,10]. TeHopepmaTO3bl, nNpUMeHse-
c. 6. Kononely 4086 | 0000254 | 000073 | (" SMAPT | Mbie asTopamu & Hactosiweit pato-
Te, npencTasfieHbl B NoJoOHOM cBeTe

c. loHTapoBka 667 0,001245 0,00150 BrepBble.

c. Pe3HukoBO 335 0,002176 0,00300 Bbieoabl. [pu pelueHnn npobnem
c. PybexHoe 691 0,000987 0,00145 MONyNAUMOHHON N NINYHOMN FEeHeTnYe-
c. IOpyeHKoBO 1078 0,000912 | 0,00093 ckoii 6e30MmacHOCTN HaceneHus BO3-
c. YepBoHoapmeiickoe 2508 0,002508 | 0,00440 MOXHBIMU MYTAMIA CHIDKEHVA HaCTOTbI
BonuaHcKWii p-H 28700 0,000036 | 0,00024 HaCneNCTBEHHON natonormi - Moxer

OxTabpbckoe KpacHorpaackoro paioHa) go 1:21018
(B BonyaHcke), 4TO B cpegHEM, B TOM YUCIIE U MO Xapb-
KoBckow obnacTtu B uenom, coctasnsaeT 1:3000, 4To co-
NoCTaBMMO C NnokKasaTensaMu Ons pyrux eBponemnckmnx
nonynauuia (p>0,05).

PaccunTtaHbl nokasatenn KoagpduumeHtTa cnyyvan-
HOro MHGPUAMHIa B cenax, PanoHHbIX LLeHTpax 1 pai-
oHax obnactu. 3HadyeHus Fst HaxoaaTca B npenenax ot
0,000017 (3muesckoin paroH) go 0,003793, (c. Jlyka-
woBka KpacHOrpaackoro parona).

[ns BbIIBNEHUS pas3nnymii B BeNMYMHAX reHeTnye-
CKOro rpysa u onpeneneHusi MexaHmama Tepputopu-
aNbHOro pPacnpoCTPaHeHUss UXTno3a Obi1 NpoBedeH

ObITb B NMEPBYIO o4epenb NpodunNakTm-
Ka CHMXEHUS 4aCcTOTbl aCCOPTaATMBHbIX
POACTBEHHbIX GpakoB, a reHogepmato3dbl MOryT UC-
NnoJib30BaTbLCHA MPU OLeHKe HakTOPOB MNOMyJALUNOHHON
OVMHaMUKM Kak napamMeTpbl FEHETUYECKOro rpy3a.

MepcnekTuBbl AanbHEMWUX UCCNenoBaHUN.
AHann3 pesynsratoB NPOBEAEHHbBIX NCCNEA0BaHUIN MO-
3BOSIUT padpabaTbiBaTb Mepbl NPOPUIAKTUKA YrpO3bl
reHeTnyeckon OesonacHocTu HaceneHusa [3,5,6,9].
Kpome Toro, BeIiBAEHNE U TEPPUTOPUASIBHON N STHUYE-
CKOW MpUYpPOYEHHOCTU PEAKMX MOHOIEHHbIX 3a60neBa-
HUIA UMEET CYLLECTBEHHOE 3HAYEHNE A1 TEHETUYECKO-
ro MOHUTOPWHra N rEHETUYECKOro NMPOrHO3MpPOBaHUS
011 OTAENbHbLIX CeMEeW, YTO peLlaeT NpPobsieMbl IMYHOM
reHeTnYeckon 6e30MacHoOCTH.
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YAK 575.616. 224, 2

MOHOTIEHHbIE JEPMATO3bl B OLLEHKE GAKTOPOB NONYNSLUOHHO AUHAMUKW

depota A. M., PoweHiok J1. B., MoBuaH H. B., Pbixko . M., BopoHuoeB. M.

Pe3iome. B cTtatbe npeacraBneHbl pedynbraThl NONYNSLUNOHHO-FEHETUYECKOrO NCCNea0BaHNA MOHOMEHHOIO
JepmMaTo3a UxTno3a cpeam HaceneHus XapbkoBcKol obnactu. PacnpocTpaHEHHOCTb MXTNO3a B paioHax 06nacTtu
coctasnseT ot 1:121 go 1:21018, 4TO B cpemHem, B TOM 4ncie 1 no XapbkOBCKOIM 06/1aCTN B LIEJIOM, COCTaB-
nget 1:3000. KoadpduumMeHT NMHENHON KOPPENauun Mexay pacnpoCTPaHEHHOCTbIO UXTLUO3a B CeNlax U ropoaax
ncecneayemMbix panoHOB U 3HAYEHUSIMU CllydaHOro uHopuauHra Fst, Haxopawmxca B npenenax ot 0,000017 oo
0,003793, coctasun 0,41-0,74, 4TO AEMOHCTPUPYET BbICOKYIO MONOXUTENbHYIO B3aMMOCBSI3b UCCNeayeMblx na-
paMeTpoB, a Takke 00YCNOBNEHHOCTb BENMYNH U TEPPUTOPUANIBHBIX Pa3/INYNA B paClpOCTPAHEHHOCTM NATONOrmn
YPOBHEM MNoApasfeneHHoOCT! cyononynsaumin. Bo3MOoXHbLIM MyTEM CHUXEHUSI YacTOTbl HACcNeACTBEHHOM NaTono-
rMv MOXET OblTb B MEPBYIO OYEPEb CHUXKEHME YaCTOThbl aCCOPTATUBHbLIX POACTBEHHbLIX OpakoB, a reHoAepmaTos3bl
MOTryT MCMOJIb30BaTLCS NPY OLLeHKe PakTOPOB NOMYISALNOHHON AMHAMWKM Kak NapamMeTpbl FEHETUYECKOro rpy3a.

KnioueBble cnoBa: reHonepMaTosbl, MHOPUAMHN, NONyAsuus, reHeTnyeckas 6e30nacHoCTb.

YAK 575.616.224. 2

MOHOTIEHHI BEPMATO3U B OLIHLI YYHHUKIB NONYNSUIAHOT AUMHAMIKU

depota A. M., PoweHiok J1. B., MoBuaH H. B., Puxko . M., BopoHuoe B. M.

Pe3lome. Y cTtatTi npeacrasneHi pesynbraty NonyAsauinHO-reHeTUYHOro OOCNIAXXEHHS MOHOreHHOro aepma-
TO3Y iXTIO3y cepen HaceneHHs XapkiBCcbkoi o6nacTi. MolmpeHicTb ixTio3y B parioHax obnacTi cTaHOBUTL Big, 1:121
0o 1:21018, wo B cepeaHboMy, B TOMY 4nchi i no XapkiBcbKin ob6nacTi B uinomy, ctaHoButb 1:3000. KoediuieHT
NiHINHOI KopensLji MiXX MOLIMPEHICTIO iIXTIO3y B Cenax i MicTax AOCNIoKYBAHUX PANOHIB i 3Ha4YEHHSAMM KoedilieHTa
BUNAAKOBOro iH6puanHry Fst, wo 3Haxonatecs B mexax Big 0,000017 oo 0,003793, cknas 0,41-0,74, w0 AEMOH-
CTPYE BUCOKMIA MO3UTUBHMI B3aEMO3B’A30K AOCNIAXKYBAHNX NapaMeTpiB, a TakoX 0O0YMOBEHICTb BENIMYNH | Tepu-
TopianbHUX BiOMIHHOCTEN Y NOLUMPEHOCTI NaTonorii piBHeM noAiny cyénonynsuii. MoXIMBUM LUASXOM 3HUXEHHS
4aCcTOTK CNaaKoBOi NaToNorii MoXxe OGyTK B NepLly Yepry 3HMXEHHS 4aCTOTV HEBMMNAOKOBUX CMOPIAHEHUX LWN0OIB,
a reHoaepMaTo3n MOXyTb BUKOPMCTOBYBATMCS NPU OUiHLI dakTopiB NONYAALIMHOI AMHAMIKM 9K NapaMeTpu reHe-
TUYHOI O BaHTaXYy.

KniouoBi cnoBa: reHogepmatoau, iHOpuanHr, nonynsauis, reHeTuyHa 6esneka.
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Monogenic Dermatoses in the Assessment of Factors of Population Dynamics

Fedota A. M. Roshchenyuk L. V. Movchan N. V., Ryzhko P. P., Vorontsov V. M.

Abstract. Introduction. The article presents the results of genetics study of monogenic dermatosis ichthyosis
in Kharkiv region population. The authors demonstrate the acceptability of the using of genodermatosis to assess
the degree of genetic safety of the population.

Various forms of ichthyosis, as well as other monogenic dermatoses, in the first approximation are not used as a
«guard» or «indicator» phenotypes for the assessment of the parameters of the genetic load due to low prevalence
in the population, its evaluation difficulties due to the need of highly skilled approach to diagnosis various forms of
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these pathologies. Genodermatosis problems are particularly relevant in social attitude, and they have hardly been
studied in Ukrainian populations, both ichthyosis vulgaris and X-linked ichthyosis are among the most common
human monogenic diseases. In connection with the foregoing analysis of the relationship among the population
prevalence of ichthyosis, Kharkiv region with the factors of population dynamics devoted to this work.

Materials and methods. The research was conducted in four districts of Kharkiv region (Krasnogradsky, Zmi-
evskoy, Bohodukhivskyi and Volchanskiy). Genealogical and molecular genetic analysis of mutations 2282del4 and
R501X of FLG gene allowed to confirm the forms of examined genodermatosis in probands and relatives. The dif-
ference in frequency of vulgaris in populations of the region was measured using Fisher’s ¢-conversion. Evaluation
of the genetic structure of populations conducted using random values of random inbreeding coefficient Fst, calcu-
lated on the basis of migration rates. For evaluation of the linear relationship between the values of the prevalence of
ichthyosis and random inbreeding coefficient Fst the Pearson and Spearman correlation coefficient was calculated.

Results of the study. Prevalence of ichthyosis in the districts was from 1:121 (village Oktyabrskoe Krasnograd
district) to 1:21018 (Volchansk) that, on average, including the Kharkiv region in general, is 1:3000, which is com-
parable to facts of other European populations. To detect differences in the values of the genetic load and deter-
mine the mechanism of territorial distribution of ichthyosis the analysis of directly dependent population burdeness
from the parameters of genetic structure of the studied populations was made. The indicator of random inbreeding
in villages, district centers and districts of the region were calculated. Fst values range from 0. 000017 (Zmievs-
koy district) to 0. 003793 (village Lukashovka Krasnograd district). The linear correlation coefficient between the
prevalence of ichthyosis in the villages and towns of the studied districts and Fst values of the random inbreeding
was 0,41-0,74, which demonstrates a positive relationship investigated parameters. Analysis of the results of the
research suggests that the magnitude and spatial differences in the prevalence of disease caused be the level of
subpopulation units. Identify both of territorial and ethnic confines rare monogenic diseases is essential for genetic
monitoring and genetic prediction for individual families, which solves the problem of personal genetic safety.

Conclusion. In solving the problems of population genetic and personal safety of the population possible by
reducing the frequency of hereditary pathology may be a reduction in the frequency of assortative consanguine-
ous marriages and genodermatosis can be used to assess factors of population dynamics as a parameters of the
genetic load.

Key words: genodermatosis, inbreeding, population, genetic safety.
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