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Pe3srome. VccnenoBanne 3nuaeMuoaoruy U reHeTukn X-cremieHHoro uxruosa (XCH) B benapycu
BBISIBIJIO PErMOHAIBHYIO HEOJHOPOIHOCTh 3a00JIEBA€MOCTH M TIOBBIIICHHYIO YacTOTY HOCHUTENIbCTBA
mytaiu STS reHa y KeHUMH B psjge oOnacredl. Pe3ynmpTaTbl MOTYT OBITh HCHOJB30BAHBI JIJIS
IUIAHUPOBAHMUS PETMOHAIBHBIX NPOTpaMM CKPHUHMHTA W COBEPIICHCTBOBAHUS aJTOPUTMOB paHHEH
JMAarHOCTHKH HACJIECTBEHHBIX JIEPMATO30B, C aKIIEHTOM Ha MEAMKO-TEHETHYECKOE KOHCYIbTUPOBaHHE.

KiaroueBble ciioBa: X-CICIICHHBIN UXTHO3, SIIHICMHUOJIOr s, TCHETHKA, KOMILICKCHBIN ITOIX O/

Resume. A study of the epidemiology and genetics of X-linked ichthyosis (XLI) in Belarus
revealed regional heterogeneity in incidence and an increased frequency of STS gene mutation carriage in
women in a number of regions. The results can be used to plan regional screening programs and improve
algorithms for early diagnosis of hereditary dermatoses, with an emphasis on medical genetic counseling.

Keywords: X-linked ichthyosis, epidemiology, genetics, integrated approach

AKTyaJbHOCTb. X-cuemieHHbld uxtuo3 (XCU) — penkoe HaciaeACTBEHHOE
3a0oneBaHue, BbI3bIBaeMoe MyTanue reHa STS, pacmoyioeHHOro Ha X-XpOMOCOME.
[Tatonorust ManudecTUpyeT MNPEUMYIIECTBEHHO Y MYXXYMH B BHJAE BBIPAXKEHHOIO
TUNepKeparo3a, TOrJa KaK O KEHIIMHbBI B OOJIBIIMHCTBE  CIy4YaeB  SIBISIOTCS
OCCCUMNTOMHBIMU HOCHUTENbHUIIAMH MyTanuu. OAHAKO B OTACHBHBIX CIydasx ¥y
HOCUTEIBHUI] MOTYT HAOJIIOAaThCS CyOKIMHUYECKHUE MTPU3HAKY (HAIIPUMED, CYXOCTh KOXKH),
0COOEHHO NP HEPABHOMEPHOU MHAKTUBALIUK X-XPOMOCOMBI. B yCIOBUSX MOMYISIIUOHHON
TETEPOreHHOCTH, XapaKTepHOU s benapycu, OLEHKAa pErMOHANIBHOIO pPAaCHpeaeIICHUS
XCH npuobpetaeT BaxkHOe 3HaUeHue [1-5].

eab: mNpoBECTH SNUAEMHOJIOTUYECKYH) U  KIWHUKO-TEHETHYECKYH) OLIEHKY
3apEeTUCTPUPOBAHHBIX CllyyaeB X-CLIEIIEHHOro uxtuo3a B Pecnybnuke benapycs, ¢
pacu€ToM BEPOSITHOCTH HOCUTEIIBCTBA MYTAllMM CpPEAM IKEHCKOrO HACEJIEHUs B
PETHOHAIBHOM pa3pese.

3agaum:

1. Onpenenenue W aHAIM3 PETHOHAILHBIX OCOOCHHOCTEH 3abojeBaeMOCTH X-
cuerieHHbIM uxTro3oM (XCH) B Pecniybnnke benapyce.

2. OueHka BepOSATHOCTH HocuTelbcTBa MyTtanuu reHa STS, BeiwiBaromen XCU,
CpEeaM KEHCKOT0 HACEJICHU B pa3JINYHbIX peruoHax bemapycu.
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3. Pa3paboTka u oueHka 3(pGEeKTUBHOCTU PETHOHAIBHBIX MPOrpamMM CKpPUHUHTA U
paHHEW JUarHOCTUKU X-CHEIMJIEHHOIO0 HXTHO3a, aJalTHPOBAHHBIX K OCOOEHHOCTSIM
pas3IUYHBIX pETHOHOB benapycu.

Marepuasnbl 1 MeToAbl. bbuio npoananmn3npoBaHo 380 ciydaeB X-CHEMIEHHOTO
uxtuo3sa (XCH), 3apeructpupoBannbix B 2024 roay B Pecniyonuke benapyce: 280 Mmy»xuun
u 100 xxenmud McTouyHMKaMu AaHHBIX SBISUIMCh aMOYJaTOPHBIE KapThl AUCIAHCEPHOIO
HaOmonenust (Y3 «MuHCKUM TOPOACKOM KIMHUYECKUW LEHTP AEPMATOBEHEPOJIOTUU U
KOCMETOJIOTUI), peruoHaIbHbIE arperupoBaHHbIC JTaHHbIE MusnucrtepcTBa
3npaBooxpaHenus Pb, nemorpaduueckue nannsie no peruoHam Pecnyonuku benapycek 3a
2024 ron ObUIH MOTYUYEHBI U3 OPUIIMATEHON CTATUCTHYECKON oTueTHOCTH HarmoHnansHOTO
craTuctuueckoro komutera Pecmyonuku benapycs (bencrar).

Kpurepusimu BKJIIOUYEHHUS SBISUIUCH BepUPUIIMPOBAHHBIE Clydal X-CIIETUIEHHOTO
UXTHO032a, TOATBEPKAEHHBIE METOJOM MOJIEKYJIApHO-IIuToreHeTnyeckoro ananusa (FISH) ¢
UCI0JIb30BaHueEM JoKyc-crienuduueckoit JJHK-npoos! k reny STS

Merons!l ananusa:

1. Pacuér nokazareneit 3aboneBaemMocty Ha 100 000 HaceneHus ¢ yyeTom IoJia H
peruoHa npoKMBaHuUs

2. CpaBHUTEIBbHBIM aHAIA3 PETHOHAJBHBIX PA3JIMYUN C OPUMEHEHHEM ) -
Kpurtepus (octoBepHOCTH pu p < 0,05)

3. OrieHKa BEpOATHOCTM HOCUTEIIBCTBA MYTAlMH CPEIM IKEHIIUH — IO
ynpoieHHot monenu — Xapnau-BalinOepra, mnpeamosiaras  MY>KCKHME — cllydyau  Kak
TEMHU3UTOTHBIE 110 MATOJIOTUYECKOMY aJIJIEIIO

PesyabTrarthl M ux o0cyxaenue. MakcumanbHas 3a00JI€Ba€MOCTh Yy MYKUUH
3adukcupoBana B r. Muncke (9,68 na 100 000), 'omensckoit (9,53) u Burebckoit (7,64)
oOnactsix; MuHUMaibHas — B Morunésckoit obnactu (0,85). V ikeHIMH HauOoIbIINe
3HaueHus 3apeructpupoBanbl B Munckoit (2,98), ['omensckoit (3,09) u Burebekoit (2,18)
oOnactsix, HauMmeHbline — B Morunésckoil (0,93). Paznuuus B yacrore X-CLEMICHHOTO
UXTHO3a Y MYXYUH MEXIY PETMOHAMH CTATUCTHMUYECKU 3HAYUMBL. JTO CBHUJIETEIBCTBYET O
PErMOHAIBHON HEOAHOPOJHOCTH PACIPOCTPAHEHHOCTH 3a00J€BaHUs, YTO, BO3MOKHO,
CBSI3aHO C T€HETUYECKOW KOHIIEHTpAIIMer MyTalluid, pa3IMuusMHU B BISBIIIEMOCTH, KAYECTBOM
MEJIMKO-T€HETUYECKOTr0 KOHCYJIbTUPOBAHUS, YPOBHEM HACTOPOKEHHOCTH Bpadeil. PacuérHas
BEPOSITHOCTh HOCHUTENIbCTBA MYTAHTHOTO ajljleNidl y KeHHMH Kojebanack ot 0,000017
(Morunégsckas obnacts) 10 0,000193 (r. MuHCK), 4TO B OTAETBHBIX PErHOHAX MPEBBIIIAET
cpenneeBporierickue 3HadeHus (= 0,0001). DTo MOKeT CBUIETEILCTBOBATh KaK O HAIWYUHU
0YaroB FeHETUYECKOM KOHIIEHTpAINH, TaK U 0 BapradenbHoU 3((HEKTUBHOCTH BhISIBICHHUS [ 1-
5].

BobiBOaBI:

1. YcTaHoBIIeHA BBIpa)XEHHAS! pETHOHAIbHAS HEOJJHOPOAHOCTh PACIpPOCTPAHEHUS X-
cuerieHHoro uxtuosa B Pecnnybnuke benapycs (%2, p < 0,05)

2. PacuérHas yacToTa HOCHTENBLCTBA MyTaluu reda STS cpean )KeHIMH NPEBBIIAET
oO0l11IeeBpOIIeICKIE TIOKa3aTeI B Psiieé PETMOHOB M YKa3blBA€T HA BO3MOXKHbBIE OYaru
F€HETUYECKOW KOHIEHTPALUU

3.IlonydeHHsble aHHBIE TEMOHCTPUPYIOT 3(PGHEKTUBHOCTh KOMILJIEKCHOTO MOAXO0/a,
COUYETAIOUIET0 KIMHUKO-TEHETUYECKU U SNHUAEMHUOJIOTHYECKUM aHalu3, BKIIOYas
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BBISIBJICHUE KaK MaHU(ECTHBIX, TaK U CKPBITHIX (POPM HOCHUTEIHCTBA

4. Pe3ynapTaThl MOTYT OBITh HCHOJIB30BAaHbI ISl IUJIAHUPOBAHMS PETHOHAIBHBIX
MpOrpaMM CKPUHMHTAa W COBEPIIEHCTBOBAHUS AJITOPUTMOB pPAaHHEW JIHAarHOCTUKHU
HACJIEICTBEHHBIX JIEPMATO30B, C aKIIEHTOM Ha MEIMKO-T€HETUYECKOE KOHCYJIbTUPOBAHUE
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