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X-3uennenuii peuecueruii ixmioz (OMIM 308100) € oduiero
3 hopm ixmio3y, w0 3yMoeaeHa NOPYUIEHHAMU KepamuHi-
3ayii [ Modxce npuzeodumu 00 iHeanriouzayii, coyiarbHoi
oJuzadanmauyii ma 3HUNCEHHSA AKOCMI JCUMMs NAUIEHMIE
ma ixuix pooun. Y Ginvuiocmi eunaokie 6iH CHPUMUHEHUL
NOBHOIO Ul YACMKOB0I0 Oeneyicio 2eHa cmepoioHoi cyabgpa-
ma3zu (STS). Ionyaayiino-eenemuyni xapaxmepucmuku
HacenenHs cxody Ykpainu Ha npuxaadi Xapkiecvkoi 00-
aacmi oyiHeHo Yepe3 nouwupeHicmos X-34enieHoco peyecus-
HO20 Ixmio3y, cmyninb 6unadkoeoeo inopuduney Fg. ma
Koeiuyicum dobopy, eeneanoeiuni — uepe3 00CAIONCeHHS
CMpYKmypu poouH 3 00MANCEHICMI0 NAMOA0IEND, MOACKY -
AAPHO-YUMO2EHEMUUHI — MemoooM hayopecueHmHoi 2i-
opuduzauii in situ (FISH) 3 eusnauenusm deneyii eena STS
vy xeopux ma ixuix poduuie. [lowupenicmo 3axX60pH6aHHS
Ha cxo0i Ykpainu ckaana 1,5 - 107* wonosikis, no pationax
6oHa Koaueaemovcs 6i0 4,9 - 107° do 4,9 - 107* uonosikis,
a no Hacenenux nywkmax — eid 2,2 - 107* uonogixie y
m. Kpacroepad do 3,7 - 107 y ceai Baaakaiticbkoeo paiiony.
Bemanoeaeno no3umueHull 36°930K Midc 00MAdNCEHICMIO
HacenenHs X-34enieHum peuecueHuM ixmiozom ma Koe-
@ivienmamu eunadkosoeo inopuduney Fy. y docaioxncenux
pationax (r = 0,976). 3a ocmanni decsimo pokie KoegiyieHm
eunadkoeoeo inopuduney Fy, y Oinvutocmi paiionie obaac-
mi 3pic y 1,8 pazu, a nowupenicmo X-3uennerHoeo peue-
cuenoeo ixmiosy — y 1,4—4,3 paszu. 3a pesysbmamamu
KAiHIKO-2eHeanoeiunoeo avanizy 9 eeaukux poouH ceped
poduuie npobandie Xeopux JHCiHOHOI cmami He 8CMAHOE-
AeHo, a 6 ocib onosivoi cmami I-e0 cmyneHs cnopione-
Hocmi ixmios eusnaveno ¢ 21,4 % (n = 14), 2-eo cmyne-
Ha — 6 12,0 % (n = 25) oci6. Moaexyaapro-yumoce-
HeMU4HUIl aHani3 euUsAeU8 6 OiNbUOCMI X6OpUx ma IXHIX
Mmamepie inmepcmuyitny deneyito eena STS ish del(X)
(p22.31p22.31)(STS-), deneuiti eena KAL1 6 acoonoi oco-
Ou He 3Hatideno. B uonosixic 3 X-3uenseHum peuecusHum
ixmiozom cepedHs Kinbkicmb Odimell Ha 0co0y Huxdcua 6
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2,5 pasu, Hixc 6 300posux pooutie, a y NOMOMCMEI JCiHOHA
cmams nepesasicae Hao 4oA08i4or y cniesionoulenHi 3 : 1.
B acinok-obnicamuux eemeposueom cepedus Kinvkicms Oi-
mell Ha ocoby cmanosunra 2,2, a CnieeiOHOWeHHS cma-
metl y nomomcmei Habauxcarocs 0o 1 : 1.

Karouosi caosa: X-3uennenuil peyecuenuii ixmios, nowtu-
peHicmy, iHOpudune, deneuis, een STS.

BeTyn. IxTio3 BKIIIOYa€ rpynny MOHOT€HHUX JAepMa-
TO3iB, $IKi IOB’S13aHi 3 MOPYILIEHHSIMU KepaTuHi-
3amii i MOXYTh IPU3BOAUTH IO iHBaJIiAM3aIlii, Co-
LiaJIbHOI Au3afanTallil Ta 3HUXKEHHST SIKOCTi KUTTS
nauieHTiB (Mazereeuw-Hautieri et al., 2019). dpy-
ra 3a MolIMpeHicTio opma ixTiozy — X-34erie-
Huii peuecuBHuii ixtioz (OMIM 308100) — 3y-
MOBJICHAa IENeIliIMA UM TOYKOBUMHU MYTAIlisIMH
y TeHi cTepoinHoi cyibdartasu (steroid sulfatase)
STS (OMIM 300747), po3TalioBaHOMY Y JIOKYCi
Xp22.3 (Toral-Lépez et al., 2015). Lleit reH Ko-
aye eH3uM cTepoimHy cyiabdarasy (EC 3.1.6.2),
1110 PO3LIEIIIIOE CYJIb(aToOBaHi MOMEPEIHNUKN CTe-
poigHuX TOpMOHiB Ta xoyiectepuHy (Hackl et al.,
2012; Mueller et al., 2015). Excnpecist rena ST.S
BiIMiueHa y KepaTuHoLMTaX, piopobdiacrax, Jei-
KOIIUTaX, KiCTKax, HUpPKax, MeYiHIli, eHIOKPUHHUX
3aJ103aX, TOJJOBHOMY MO3KY Ta y IeSIKUX TKaHWHAX,
110 3a0e3MevyloTh PenpoayKLUiiiHy (hyHKIIiI0, 30-
KpeMa €HIIOMETpil, SSEUHMKAaX, sS€YKax, IpoCTaTi i
MOJIOYHIl 3a/103i, HAWBUILOI BOHA € Yy ILIALIEH-
1i (Mueller et al., 2015; Toral-Lopez et al., 2015).
KriniyHa kapTtuHa X-34erJIeHOTO iXTio3y MposiB-
JISETHCS 3 HAPOJKEHHST YW Y Teplli THXKHI XKUT-
TS 1 MOXe BKJIIOYATU ypaxkeHHsI OUIbIIOI YaCTUHU
LIKipHOTO TIOKPUBY TEMHO-KOPUYHEBUMHU POM-
oomonionnmu yckamu (Elias et al., 2010; Toral-
Lopez et al., 2015).

Henewii nokycy Xp22.3, okpim reHa ST, yac-
To oxommowTh renu HDHDIA, PNPLA4, ASS,
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NLGN4X, VCX, KALI (Diociaiuti et al., 2019). ¥
XBOPHMX Ha X-34YeIUIEHUH iXTi03 MOXYTb CITOCTEpi-
raTucsi KOMOpOiJHI cTaHU — CKeJIeTHi aHoMalii,
MopyleHHs (byHKIIi eHIOKPMHHOI, HEPBOBOI Ta
CEHCOPHUX CHCTeM, TillOrOHaJOTPOIHUI Tilmoro-
Ha/Ju3M, OHKOIATOJIOTil, ayTU3M, CUHIPOM MOPY-
ILIEHHST aKTUBHOCTI Ta yBaru, po3yMoBa BiZICTaJiCTh,
arpecist Touo, ogHaK BOHM HE € CcIlelu@iyHMMU
Jquiie st uboro 3axBoptoBaHHs (Fernandes et al.,
2010; Elias et al., 2014; Toral-Lopez et al., 2015;
Dmytruk et al., 2016; Panchenko et al., 2019).
[MommpeHicTh 3aXBOPIOBAaHHSI Cepell YOJIOBi-
KiB cta”HoBUTh 1 : 6000—1 : 1500, itoro BUMagku
B XiHOK € mooauHokumu (Murtaza et al., 2014;
Diociaiuti et al., 2019). BinmiueHO reHeTUYHMIA
noJjiiMmopisM Ta TIEHOTPONHUKN edekT MyTarlliii
Jlokycy Xp22.3 y XBOpUX Ha X-34eIlIeHUU iXTio3 3
Pi3HUX KpaiH Ta €THIYHUX TPy, ajie y BITYU3HSIHIK
JIiTepaTypi Taki BiZOMOCTI IOCi He MpeACcTaBjICHi.
MeTta mOCHiIKEHHS — BU3HAUE€HHSI TeHETUY-
HUX 0COOJIMBOCTE! X-3UeIJICHOrO iXTio3y Ha CXOmi
VYkpainu Ha npukiaai XapkiBcbkoi 00JacTi.
Marepiamm i MmeTonu. 30ip MepBUHHOI iHGOP-
Maliil TIpoBeAeHO METOIOM OAMHUYHOI peecTpallii
npobaHma Ha 0a3zax KOMYHaJILHOTO HEKOMeEpIliii-
Horo mianpuemcTBa «O0JacHUN KITIHIYHUNA TIKip-
HO-BEHepoJIoTiuHUM aucnaHcep Ne 1» Ta 1IKipHO-
BEHEPOJIOTIYHUX JMCIIaHCepiB XapKiBCbKOi 00-
nacti. ITpoaHanizoBaHO AaHi mpo 82 XBopuX Ta
1435 ixHix poauuiB 1—3 CTyIeHiB CIOPiAHEHOCTI.
Bubipka s mpoBeieHHS TeHeaJIoTiYHOrO aHali3y
¢dopmyBanacs 3 ocid, BUMAAKOBUM YMHOM OOpa-
HUX 3 Pi3HUX palloHiB 00J1acTi, i ckj1ana 9 BeJIMKUX
cimeii 3 poloBoiaMu, sIKi BKJIovyanud 1o 31 wieHa
1—3 cTyIeHiB cropimHeHOCTI, ychoro 169 ocib.
ITokasHMKM MOLIMPEHOCTi iXTiO3y Yy paiioHax
XapKiBCbKO1 00JIaCTi po3paxoBaHi SIK 4yacTKa Cy-
MapHOi CYKYITHOCTi BUMAJAKiB 3aXBOPHOBaHHS Ce-
pea HaceJIeHHsI TeBHOI TepuTOpil i3 3aCTOCyBaH-
HsIM naHuX ['0JJIOBHOTO yMpaBJliHHSI CTAaTUCTUKU Y
XapkiBCbKill 00J1acTi, iHIIMX Jep>KaBHUX Ta Mic-
1IeBUX opraHiB Bjaaau. OLiHKY T€HETUUHOI CTPYK-
TYpU MICbKMX Ta CUIBCbKUX MOMYJIsILii 3AiiCHEHO
3a JOTIOMOToI0 KoedilliEHTY BUITaJIKOBOTO iHOpU-
avnry Fg. (Cavalli-Sforza, Bodmer, 1971; Altu-
khov, 2003). KoedilieHT 1000py BH3HAUYEHO 4Ye-
pe3 KoedillieHT mpucTocoBaHOCTI reHoTtuy (Re-
lethford, 2012).
MouieKyJISIpHO-LIMTOTeHETUUHWI aHali3 TeHa
STS 3 3acTtocyBaHHSIM MeToAy (JIyOpecleHTHOI
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riopuauzauii in situ (FISH) npoBeneHo Ha BuOip-
11i 3pa3KiB BEHO3HOI KpoBi 8 MpobaHiB Ta 3 iXHiX
maTepiB 3 9 poauH.

Hagsnicts nenerii reHa S7S Ha cramii meTa-
(hazHMX XpOMOCOM BU3HAYaIM y HACTYITHiiA MOCi-
JoBHOCTI. CrioyaTKy KyJbTUBYBaJIU KJIITUHU MePU-
(epiiinoi kposi: 0,5 MJI LIJIBHOI KPOBi 10AaBaIn 10
npobipoK, 10 MiCTUIU 4,5 MJT TTIOXKHWBHOTO Cepe/l-
oBuia «PBmax» (Gibco, CIIIA). KynbTuByBaHHS
MpOBOAMIN TIpu Temrepatypi +37 °C BIpogoBXK
72 ron. JInst HakonmMYeHHsT JiM(MOLMTIB Ha CTamii
MeTadas3y BBOIWIM KOJXilmH — 50 MKJI Ha oauH
00’em cepenonuiiia. [To 3akiHUeHHIO KyJIbTUBYBaH-
HS KJIITUHU KPOBi OCaKyBalu LIEHTPpUPYTyBaH-
HSIM, OTpUMaHUI ocaj oOpOOJISIIA TIMOTOHIYHUM
pozuuHoMm 0,075 M xnopumy Kajito npotsirom 20 XB
npu Temrepatypi +37 °C. Jlimpountn dikcysa-
JIN OXOJIOKEHOI0 70 +4 °C CyMillIIo eTaHoay 3
OLITOBOIO KMCJIOTOIO y CMiBBiAHOILIEeHHi 3 : 1, pu-
roToBaHoOlO ex fempore. Ilicias ocTaTOYHOTO LIEH-
TpUdYTryBaHHS CYCIIeH3i10 KJIITUH PO3MOALISUIN Ha
OXOJIOJIKEHi BOJIOTi CKeJIbLISl i BUCYLIYBaJIW Ha MO-
BiTpi (Vorsanova et al., 1999; Zerova-Lyubimova,
Gorovenko, 2003).

Ha 3o0ny npenaparty i3 MmeTtadasHUMM Tuiac-
TUHKAMW HAHOCWJIM CYMilll 30H[IB JUISI CUHIPO-
my Kallmann (KALI) Ta ctepoinHoi cyiabdarasu
(STS) (Cytocell, Beaukoopuranist). 3oHa STS mae
po3mip 282 kO, mo3HaUeHU I Ha PUCYHKAX 3eJIEHUM
KOJIbOPOM, OXOIUTIOE TeH S7.S Ta OiNbIIiCTb TeHIB
HDHDIA/ STS. 3oun KALI mae po3mip 334 k0,
MO3HAYEHUII Ha PUCYHKaxX YEPBOHUM KOJbOPOM,
oxorutoe Bech reH KAL I ta mapkepu DXS278 ta
DXS7053. BiH BUkoprcTaHUit HaMU JIJ1s1 KOHTPOJIsI
KOPEKTHOCTI TIpollecy riopman3aitii (ryopecieHT-
HUX P00, ocKiibku reHu STS ta KAL I 3HaXonsITh-
csl Topsii, a (hJyOpeclieHTHI MIiTKM MarTh pi3He
3a0apBiieHHs. CyMilll 30HAIB, OKpiM 3a3HaYeHUX,
TaKOX MIiCTUTb KOHTPOJbHUI 30HM IJIsI LIEHTpOME-
pu X-xpomocomu (DXZ1), no3zHaueHUli 3eJeHUM
KoJbopoM. [ibpuaunsanist Tpusaia Big 4 no 12 rog.
Jns BupasieHHs 3aJIMIIKIB Mpo0 npernapaTy BiiMu-
BaJid y ConboBUX po3unHax SSC Ta po3umHax €TH-
JjoBoro cnupty. erekiiisi (hJyopecleHTHUX CUT-
HaJIiB MTPOBOJAMJIACH 3TiIHO 3i CTAHAAPTHUM IPOTO-
KoJioM. MiKpocKOMiYHUI aHaJli3 3AilCHIOBABCS 3
BUKOPUCTAHHSM (JIYOPECLIEHTHOTO MiKpOCKOTa,
00J1aTHAHOTO BiIMTOBITHUM HAOOPOM (DIBTPIB i MPO-
rpaMolo aBTOMaTU4YHOI 00poOKM 300pakeHHs [SIS
(MetaSystems, Himeuunna) (Lichter, Ried, 1994).
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IlepeBipka JaHWX Ha BIiAMOBIIHICTE 3aKOHY
HOPMAaJIbHOTO PO3MOJiJly BMKOHAHa 3a MeToia-
mu Ilamipo-Yinka ta Konmoroposa-CmipHoBa, a
CTAaTUCTUYHMX Tirmore3 — ManHa-YitHi, CTblO-
neHTa Ta BinkokcoHa. JlocmiakeHHS 3B 13Ky MixX
O3HaKaMU TPOBEIECHO 3a JOMOMOIOI KOpessiiiii-
Horo aHaii3dy 3a IlipcoHom. OuiHka psiiB po3-
MOily BMKOHAHAa 3a JOIIOMOTOIO0 KpHTEpilo >
(Armitage et al., 2013).

JocaimkeHHsT TIpOBeAeHE BIiAMIOBIZHO OO OC-
HOBHUX OioeTnyHUX HOpM ['eJIbCiHChKOIT AeKaapa-
1ii BcecBiTHBOI MeIMUYHOI acouiallii Mpo eTUYHi
MIPUHLMITNA TIPOBEICHHS HAYKOBO-MEIUYHUX IIO-
crimkenb (2000, 3 mompaskamu 2008), YHiBep-
caJIbHOI JleKJiapallii 3 0i0€TUKM Ta MpaB JIOAWHU
(1997), KonBeHuii Pagu €Bpornu 3 mpaB JIIOAUHU
Ta GiomenuuuHu (1997).

Pe3ynbTaTén nochuipkeHb Ta ix 0OroBopeHHS.
IMomupeHictb X-34eIJIEeHOrO peleCUBHOTO iXTiO-
3y cepel HaceJeHHS JIOC/iIXKyBaHOIO perioHy
cxiagae 1,5 - 107 4oJoBIKiB, 10 Biamnosizae LbO-
My TIOKa3HUKY y KpaiHax 3aximHoi €Bpornu —
3,3 - 1074=5,0 - 10™*, ogHak, Ha MOPSIAOK Iepe-
BUILYE MOT0 y CXiIHOEBPOMEWCHKUX KpaiHax —
1,1—6,4 - 10~ (Sukalo et al., 2013; Amelina et al.,
2014; Qji, 2017). ITo paitonax XapKiBCbKOI 00acTi
MOIIMPEHICTh i€l (DOPMU iXTiO3y KOJUBAETHCS Y
mexax 4,9 - 10°5—4,9 - 107 yonosikiB. B ocranHi
JIeCSITb POKIB y OUIBIIOCTI IOCHIIXKYBaHUX paiio-
HIiB LIeM MOKa3HMK CTAaTUCTUYHO 3HAYYILE IiIBM-
muBca y 1,4—4,3 pasu (p < 0,001). Haituacrime
X-34eIUIeHU iXTiO3 3yCTpiuaBCs B OJHOMY 3 Cill
Banakdiiicekoro paitony — 3,7 - 1073, a HaliMeH-
LM TToKa3HMK 3adikcoBaHo y M. KpacHorpam —
2,2 - 107* yonoBikiB. Pi3HMIIS TTOIINPEHOCTI 3aXBO-
pIOBaHHS y palioHaX, MicTax Ta cejaXx Moxe OyTh
3yMOBJIEHA OCOOJIMBOCTSIMU MIrpaliiHUX IIpOLie-
CiB, CTPYKTYPOIO 1ILII00IB, CTYyIeHeM PO3BUHEHOC-
Ti TPAHCTIOPTHOI iH(MPACTPYKTYPU B HUX Ta iHILIU-
mu (Craig et al., 2010; Barrett, 2016).

Mix noka3zHMKaMM MOIIMPEHOCTi X-3uerie-
HOTO PELIECMBHOIO iXTio3y Ta KoedillieHTaMu BU-
nagKoBOro iHOpuauHry Fg . y HacejleHMX myHKTax
MOCITIIKEHNX paiOHIB BCTAHOBJIIEHO TO3UTUBHMI
3B’130K (r = 0,976, p < 0,001). AHaji3 guHAMiK1
MOKa3HUKIB BUITAJKOBOTO iIHOPUAMHIY Y MiCTax Ta
cemax LMX paiioHiB, moumHamouu 3 2008 p., 3a-
CBimuMB ioro 3poctaHHs B 1,8 pa3u (p = 0,012),
IO MOXe€ OYyTWM MeperyMOBOIO [JIS HApPOJKEHHS
KiHOK-TOMO3MUTOT.
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Kriniko-reHeanoriyauii aHami3 poauH 3 X-34ell-
JIEHUM IXTiO30M HE€ BUSIBUB KiHOK 3 BiIITOBITHUMU
KJIIHIYHUMM O3HaKaMmu. JlOCimKeHHsT CITagKoBOl
OOTSIKEHOCTI pOAMH MOoKa3ajo, 110 Y MpoOaHIiB
cepejl poaAuYiB MaTepiB YOJIOBivUOi cTaTi 1-rO CTY-
MeHs CIOPimHEeHOCTi ixTio3 BM3HaueHo B 21,4 %
(n = 14), 2-ro ctymrenst — B 12,0 % (n = 25) oci0.
Taxkox BigMiueHo 15 xBopux poauyiB 3-ro cryrme-
HsI CIIOpigZHEHOCTI Ta 5—4-ro cTyneHs. Pe3yinbra-
TU KJIiHIKO-TeHEeaJoriyHOTro aHaji3y € BaXXJUBUM
€TariloM BCTAHOBJICHHSI TMITy YCIaIKyBaHHSI Ta
IndepeHLiifHOl AiaTHOCTUKM 3aXBOPIOBAHHS, ajie
JUISI OCTATOYHOIO TMiATBEpPIXKEeHHsI (opmu Taro-
JIOTi1 aKTyaJIbLHUM € MPOBEACHHSI MOJIEKYJISIPHOTO
aHaJizy.

MoJiekyJISIpHO-LIMTOTeHETUUHWI aHasi3 moka-
3aB, 110 B yCiX 3pa3kax curHai Big Jjokycy KALI
BizyastizyBaBcsi, ToMy cuHiapoM KaynmaHa y no-
CTDKEHUX POAMHAX Y TOAAJbLIOMY HE pO3IJis-
pamm. IHTepctuuiiiny peneuito reHa S7.5 — ish
del(X)(p22.31p22.31)(STS-) — BusiBiieHO y 7 Mpo-
OaHmiB Ta 2 MarepiB 3 8 pOAWH 3 TUIIOBOIO KJIiHIY-
HOI0 KapTUHOI X-34EIUIEHOTO ixTio3y (puc. 1, 2).
B ponuHi i3 yoTupMa XBOpUMMM 3 IiarHOCTUYHMU-
MM O3HakKaMM, ITOmiIOHMMM 10 X-34eIUIEHOIO iX-
Tio3y, He MiATBepKeHo naeellii reHa ST Ta pa-
Hime — HasiBHOCcTi myTauiii R501X ta 2282del4 y
reHi ¢inarpuny (FLG), KapiotTun marepi 1BOX Mpo-
6anmiB — mos45,X]20]/46,XX[80]. TakuM ynHOM,
X-34erUieHU pelieCUBHUIA iXTiO3 3yMOBJICHUI Jie-
senietro reHa STS B 87,5 % nocmikKeHUX XBOPUX,
TOMI SIK, 32 JaHUMMU Jritepatypu, 85—90 % Bumnaju-
KiB TaTOJIOTii 3yMOBJIEHI JefelisiMy, a pelra —
ToukoBUMM MyTalisimu (Diociaiuti et al., 2019).

Binomo, mo siokyc Xp22.3 € romMojoriyHuM
rnceBaoreHHoMy Jiokycy Yqll, yHukae iHakTHUBa-
Lii Ta Ma€ MiABUILEHY PEKOMOIHALIIHY 30aTHICTh
(Caiiueto et al., 2010). BBaxaeTbcs, 1110 Aeellii
reHa ST 3yMOBJIEHI HasIBHICTIO AEKiIbKOX (hjiaH-
KyIOUMX KOIiil poAWH MOBTOPIOBAHUX ITOC/iA0B-
Hocteir G1.3 Tta CRI-S232, BHaciimok 4oro y
KIHOK MOXe€ Big0yBaTUCSI HEpiBHAa roMOJIOTiYHa
peKoMOiHaIlisI, a B YOJIOBIKiB — BHYTPILIHBOXPO-
MocoMHa TiepebynoBa y X-xpomocomi (Toral-
Lopez et al., 2008; Diociaiuti et al., 2019). Ilo-
CWJIEHHIO PEeKOMOiHalliliHUX MPOLECiB Ta 30i/b-
LLIEHHIO YacCTOTU XPOMOCOMHUX abepalliii Moxe
CpUATU OOYMOBJIEHE IMiJIBUILEHHSIM TTOKAa3HUKIB
iIHOPUAMHTY 3POCTAHHS CTYMEHS TOMO3UTOTU3allii
HaceneHnHs (Fedota et al., 2017).

57



[ | O.M. @Dedoma, JI.B. Powenrok, I0.0. Cadosnuuenxo ma in. [ |

KAL1

D). VA

Deleted
chomosome X

homosome Y

Puc. 1. Yonosiunii KapioTun 3 BUSIBICHOIO JEJICLIi€I0
X-xpomocomu ish del(X)(p22.31p22.31)(STS-), 306inb-
menHst 10 x 100 (opwur.)

KALI

1D), VA
Deleted —

chromosome X

. STS
oy S

Normal
chromosome X

Puc. 2. XKiHouunii KapioTUI 3 BUSIBJIEHOIO JIeJICli€I0
X-xpomocomu ish del(X)(p22.31p22.31)(STS-), 36inb-
meHHs1 10 x 100 (opwur.)

Yacrora KpocuHroBepy Mmix X- Tta Y-XpoMo-
COMaMM y cIiepMaToreHe3i Moxe BIUIMBAaTU U Ha
peTnpoayKUiHY (PYHKIIiIO, 30KpeMa, Yyepe3 3MiHy
KUJIBKOCTI 4oJioBiuMX cTaTeBux KiituH (Faisal,
Kauppi, 2016).

AHaJi3 CTPYKTypU POAMH 3 IATBEPIKEHUM
X-34eIUICHUM IXTiO30M ITOKa3aB, 1[0 B XBOPHUX 4YO-
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JIOBIKIB CepeIHsI KiJIbKICTb JiTeil € HUKYOIO, HiK B
3n0poBux poauydiB — 0,9 y nopiBHsiHHI 3 2,3 (p =
= 0,014) (tabmuust). Y 310poBUX YOJIOBIKIB BOHA
craHoBuaa 1,7; y >KiHOK-00JIiraTHUX TeTepO3UroT —
2,3, a B 3KiHOK 3 HEBU3HAYCHNM T€HOTHUTIOM — 2.7.

BigmiueHO 3CYB CITiBBIZHOIIIEHHSI YOJIOBIYOI Ta
JKiHOYOI cTaTeil cepel HiTeid XBOPUX YOJOBIKIB Y
0ik octanHbol — 4 : 12, a6o 1 : 3 (p = 0,045), Toxi
SIK B 3lI0POBUX POJIMYIB He 3a(piKCOBAHO BiIXUJICH-
Hs Bin criBBigHOIIeHHS 1 : 1 (Tabauis).

VY npyXuH XBOpUX YOJIOBIKiB HE BiAMIYEHO pe-
MNPOAYKIIHUX BTpaT Ha paHHIX TepMiHax BariT-
HOCTi 10 7 TVDKHIB, TOX € MMOBIpHMM TraMeTUYHUIA
J00ip, SIKIIO B pe3yJibTaTi KPOCUHTOBEpY 3HUXKEHA
JKUTTE3IATHICTh CIIEPMATO301IiB, 110 HECYTh Bif-
noBigHy Y-xpomocomMy. KoedillieHT mpucTocoBa-
HOCTi XBOpUX Ha X-3UeIJIEHUI pelieCUBHUM iXTiO3
ckiaB 0,56, a koe(iuieHT 10GOPY MPOTH reMi3u-
rotHoro reHoruny — 0,44. B Toii ke yac B JiiTe-
partypi MokasaHo, 110 B XBOPMX YOJIOBiKiB cTaTe-
BUI PO3BUTOK Ta (hepTWIbHICTh MaliKe He Bif-
XUJISIIOTBCSL BiJl BIKOBOI HOpPMH, 110, MMOBIpHO,
3yMOBJIEHE HasIBHICTIO ajlbTepHATMBHOTO MeTabo-
JIIYHOTO 1ILJISIXY, SIKU 3a0e3rneuyye B HUX aKTHBa-
uito anaporeHiB (Fernandes et al., 2010; Idkowiak
et al., 2016; Sanchez-Guijo et al., 2016). 3a ganu-
MU IHIIMX aBTOPiB, TeHETUYHUN moaiMopdi3m 3a-
XBOPIOBAHHS CJIYTY€E J10JaTKOBUM apryMEHTOM Ha
KOPUCTh JOCJIIKEHHSI B KOXHIill KpaiHi, peTioHi,
eTHiuHii rpyni (Craig et al., 2010; Diociaiuti et
al., 2019).

Binomo, 110, aegiuut crepoinHoi cyibdarasu
y IUIALEHTI XiHOK, F€TEPO3UTOTHUX 3a MYTalli€lo
y reHi STS, cnpuunHIOE c/1abKy TMOJOTOBY Misilib-
nicts (Elias et al., 2014), sgxa, K BimoMo, aco-
LililoBaHa 3 BMCOKMM piBHEM YCKJIagHEHb 3 OOKY
MaTepi Ta IJIoAy, a TaKOX IepUHaTaJIbHUX BTpaT
(Tatarchuk, 2015). B Hamomy mociiaxkeHHi B 00-
JIIaAaTHUX T€TePO3UTOT CepeHs KiJIbKICTh JiTei Ha
XKiHKyY ctaHoBuiIa 2,2 £ 0,2, Toxi IK B CEpeAHBOMY
o obxacti — 1,4 + 0,1 (p = 0,011)!, Tomy MoOxHa
3aKJIIOUMTU, 1110 PiBeHb (DepTUILHOCTI B HUX HE
3HUXKEHUN.

Ile siBuILIe MOXe OYTH 3yMOBJIEHE OTIMCAHUM B
Jlitepatypi (peHOMEHOM IlepeBaru reTepo3uror 3a
peuecuBHUMU TaTonoriunumu anexsmu (Hedrick,
2012). Bimomo, 1o mediuut crepoimHoi cyinbda-
Ta3u 3HUXYE HMOBIPHICTb PO3BUTKY TIOPMOH3a-

'3a paHuMu Jlep>KaBHOI CIIy>XKOM CTaTUCTUKU YKpaiHU.
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CrpykTypa poauH 3 X-34enjieHuM ixTio3om

CraTb 0aTBKiB
YonoBiku Kinku
CraTh MOTOMCTBA
XBOPI, 3II0POBI, 00JTiraTHI TeTepo- 3 HEBU3HAYEHUM
n=17 n=23 3UroTv, n = 18 TEHOTUIIOM, n = 3
YosoBiku
xBopi, n = 20 0 0 20 0
310poBi, n = 18 4 3 6 5
Kinku
o0JtiraTHi reTepo3uroTu, n = 17 12 0 5 0
3 HEBU3HAYEHUM Te€HOTHUIIOM, n = 15 0 2 10 3
CepenHs KiIbKIiCTh AiTeil Ha 0co0y 0,9 1,7 2,3 2,7

nexxuux nyxiauH (Rizner, 2016), B ToMy 4ucii je-
MOMiIOMM MAaTKHU, KiCT SI€UHUKIB, paKy MOJIOUHOIL
3ajo3u touo (Radzinskij, Totchiev, 2014), o y
CBOIO Yepry, 3a0e3reuye MOMOBXEHHS PerpOayK-
LIAHOrO Mepioay B XXKiHOK Ta TPMBAJIOCTI 340PO-
BOTO KUTTS. IMOBIpHO, 110 ITiIBUILEHA agalTUB-
HICTh XXKiHOK BKAa3aHOI IPYIY y COLiaJIbHIll CTPYK-
Typi poAMHU MOXe OyTHM apryMeHTOM Ha KO-
pucth <«edekty 6abyci» (grandmothering effect)
(Friederike Kachel et al., 2011), sakuii mojsrae y
MOXJIMBOCTI IXHiX TOHBOK HAapPOIUTHU MEPIILY TUTHU-
HY B OUIbII paHHBOMY Billi Ta 3MEHIIMWTHU iHTepBaJl
MiXK HapOIXKEHHSIM JiTeil 10 OJHOIO POKY.

Bucnosku. IToimpeHicTs X-34eII€eHOTO pelie-
CHBHOTIO iXTiO3y cepel HaceJIeHHS cXoay YKpaiHu
cknagae 1,5 - 107 4oJI0BIKiB, YIIPOJOBX OCTAHHIX
JIecsITU poKiB BoHa 3pocia y 1,4—4,3 pa3u. Bcra-
HOBJIEHO MO3UTUBHUI 3B’SI30K MiX MOKa3HUKaMU
OOTSIKEHOCTI HaceJeHHS X-3UeIJICHUM peleCUB-
HUM iXTiO30M Ta KoedilieHTaM1 BUIIaJKOBOIO iH-
OpuaMHry F. y TMOCEIEHHSAX TOCIIIXEHUX paiio-
HiB (r = 0,976). Y xBopux Ha X-34eIUICHUI iXTiO3
Ta IXHIX pOAUYIB BUSIBJIEHA iHTEpCTULiliHA Aese-
mig rena S7TS ish del(X)(p22.31p22.31)(STS-).
IToxa3aHo, 1110 B XBOPMUX YOJIOBiKiB Y MOTOMCTBI
XKiHOYa CcTaTh IlepeBaXka€ Haja 4YOJOBIUOIO Y
criBBigHOIEHH] 3 : 1.

Jlompumanua emuunux cmanoapmie. 1151 ctaTTs He
MICTUTb KOJAHUX MOCIHIIXKEHb i3 y4yacTIO TBapWH
abo Jroneit, mpoBeIeHUX OyIb-SIKMM i3 aBTOPiB.
Konghaixm inmepecie. ABTOpU 3asIBJISIFOTH PO Bifl-
CYTHICTbh KOH(JIIKTY iHTepeciB.

Dinancyeannsa pooomu. Pobota He BUKOHYBalIach
y paMKax >KOZHOIO TPaHTYy.
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X-linked recessive ichthyosis (OMIM 308100) is a form of
ichthyosis that is caused by abnormal keratinization and
can result in disability, social disadaptation and reduced
quality of life of patients and their families. In most cases
it is caused by a complete or partial deletion of the steroid
sulfatase gene (5755). The study estimates the prevalence
of X-linked recessive ichthyosis, inbreeding coefficient (or
fixation index) F¢; and selection coefficient in people of
eastern Ukraine (namely, Kharkiv region). Genealogical
method was used to assess the genetic structure of fa-
milies with a history of the disease. Fluorescent in situ
hybridization (FISH) was performed to detect the deletion
of the STS gene in patients and their relatives. The preva-
lence of the disease in eastern Ukraine was 1,5 - 107* ma-
les, with the interval between 4,9 - 1075 and 4,9 - 10~* ma-
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les in different districts and between 2,2 - 107* males in
the town of Krasnograd and 3,7 - 10~° males in a village
of Balakliia district. A positive correlation was found
between the load of X-linked recessive ichthyosis and
the inbreeding coefficient F¢ in all the studied districts
(r =0,976). For the past ten years, the inbreeding coeffi-
cient Fg, in most districts of the region increased 1,8
times and the prevalence of X-linked recessive ichthyosis
increased 1,4—4,3 times. The clinical genealogical ana-
lysis of 9 large families revealed no females with X-linked
recessive ichthyosis among relatives of pro-bands, but
there were 21,4 % (n = 14) among first degree male
relatives and 12,0 % (n = 25) among second degree male
relatives. FISH study detected an interstitial deletion
of the STS gene ish del(X)(p22.31p22.31)(STS-), but
not gene KALI deletions in most of patients and their
mothers from eastern Ukraine. Males with X-linked
recessive ichthyosis had 2,5 times lower mean number
of children per person than their healthy relatives, and
they had prevalence of female offspring over males one
in the ratio 3 : 1. Female obligate heterozygotes had
both normal mean number of children per person and
sex ratio in the offspring — 2,2 and 1 : 1, respectively.
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