Bapuab6enbHocmb Mymauuli 2eHa ¢punazzpuHa
y 60/1bHbIX C 8y/Ib2APHBLIM UXMUO30M

MuBaitikuna H.A.', ManiotuHa E.B.', Mawkesuy [.A.', BacunbeBa M.A."?, Makcumosa 10.B."2

1 — OIrbOY BO HoBoCbmpCcKmid rocyAapCTBEHHbIN MeANLMHCKII YHBepcuTeT MH3apaBsa Poccnm

630091, r. HoBocnbumpck, yn. KpacHblii npocnekT, 52

2 — 'BY3 HCO «lopopckas KnmHuyeckaa 6onbHuLa No1»
630047, r. HoBocnbupck, yn. 3anecckoro, 6

O6cnepnoBaH 21 NauyMeHT C KINVHUYECKMMI NPOABNEHNAMU BYNIbrapHOro UXTro3a. Hanbonee 4acTo y HUX BbiABNANACb MyTaLmaA
2282del4 B reHe FLG KaK B roMO3UroTHOM (y 6 60JIbHbIX), TaK 11 B FeTePO3UTOTHOM COCTOAHNUSAX.
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We examined 21 patients with clinical manifestations of ichthyosis vulgaris. Most often, they had the 2282del4 mutation in the FLG
gene both in homozygous (in 6 patients) and heterozygous states.
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yabrapHeiii nxrno3 (OMIM 146700) — ayrocoMHO-

JMIOMMHAHTHBIN 1€pMaTo3, C HETIOJIHOM MIeHeTPaHT-

HOCTBIO U BapUabeIbHOI 3KCIIPECCUBHOCTBIO, 00-
YCIIOBJIEHHBIN MyTalueit B reHe FLG Ha xpomocome 1q22
[1]. Kak pe3ynbrar, HapylaeTcsl KCIpeccus 0eka Kepa-
TOTHMAJIMHOBBIX IPaHyJl MpoduiarrpuHa, KOTOpPbIid sIBJIsI-
eTCsI MPeNIIeCTBEHHUKOM CTPYKTYPHOTO Oeika KOXHU (-
narrpuna [2]. IeduumT punarrpuHa BbI3bIBaeT CHIKEHUE
conepkaHusi CBOOOIHBIX aMUHOKUCJIOT B POTOBOM CJIOE
anuaepMuca, GyHKIUS KOTOPBIX YAEPXKUBATh BOILY, U Y
OOJIbHBIX BYJIbIAPHBIM UXTHO30M IOBBIIIAETCS CYXOCTh KO-
k. YacToTa BCTpeyaeMOCTH BYJIbrapHOTO MXTUO3a I10 JaH-
HBIM TUTEpaTyphl cocTaBisgeT oT 1:250—1:5300 [4]. B rene

FLG BrigBneHo 6osee 40 MyTaiiyii, CieKTp KOTOPHIX Ba-
pbUpPYET B 3aBUCUMOCTHU OT packl 1 nonyasuuu [3]. Hau-
0oJiee M3yYEHHBIMM 1 OTTMCAHHBIMU MYTALIMSIMU B pa3ind-
HBIX JIMTEPATyPHBIX UCTOUHMKAX sABIsAOTCS R501X un
2282del4.

BynbrapHsbiii MXTUO3 TIPOSIBISIETCS] XapaKTepHBIMU
KJIMHAYECKUMU MTPU3HAKAMU: CYXOCTh KOXXHBIX TTOKPO-
BOB, MEJIKOUEILIyiiyaToe IIeJyIIeHNe KOXU MTPeUuMyIie-
CTBEHHO Ha pa3rudaTesIbHbIX MOBEPXHOCTSIX KOHEYHO-
CTeil, U3BMEHEHUE AepMaTOTTM(PUKU U CTPYKTYPbl HOTTEBOI
TJTACTUHKMU, SIPKO BBIPaXKEHHBIN (DOJUTUKYISIPHBIN TUIIEP-
KepaTo3 BEPXHUX M HXKHUX KOHEUHOCTE, JJalOHHO-T10-
JIOILIBEHHBIN TUIiepKepato3s [1]. TakKe y JaHHOM TpyTIITbI
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KPATKWE COOBLLEHNA

MaleHTOB UMEETCs MOBBIIIEHHAs] CKIIOHHOCTD K aTOIM-
YECKHUM TpolieccaM B OpraHu3Me, TAKUM KaK KOHTaKTHBIN
JepMaTUT, OpOHXUAJIbHASI aCTMa, OPOHXMT, 9K3eMa U T.II.

Henn: uzyunts BkJIaa myTtanuii 2282del4, R501X,
R2447X B rene FLG y nallMeHTOB ¢ KIMHUYECKUMMU MPO-
SIBJICHUSIMU BYJIbFTAPHOTO MXTUO3a U CPABHUTH KJIMHUYE-
CKYI0 KapTUHY B 3aBUCHMOCTH OT BBISIBJICHHBIX MyTallWA.

Ma‘repmanbl n metoabl

bbin1 o6cnienoBaH 21 nalueHT ¢ KIMHUYECKUMU TIPO-
SIBJICHUSIMH BYJIBrapHOTO MXTHO3a Ha HaJIMYKWe MyTa-
uit 2282del4, R501X, R2447X B rene FLG. Y Bcex nmanu-
€HTOB TIPOBEJIEHBI OlIEHKAa CEMEWHOTO aHaMHe3a, aHaM-
He3a 3a00JIeBaHUsT, OCMOTP C MOAPOOHBIM KIIMHUYECKUM
OIMMCaHUEM TTPOSIBIICHUIA.

Pesynbrathbl

B pesynbTaTe MpoBeAEeHHOTO MOJEKYJISIPHO-TEHETU -
YECKOTO MCCIIeOBaHUs y 6 TallMeHTOB BbISIBJICHA MyTa-
1us 2282del4 B roMO3UTOTHOM COCTOSTHUM, Y 2 MAllUeHTOB
— MyTanust R501X romMmo3urorHoMm cocTosiHuM, Y 7 alueH-
TOB — 2282del4 B reTepo3UTroTHOM COCTOSTHUM, 110 1 mauu-
eHTy obu1u ¢ MmyTauussmu R2447X u R501X B retepo3uror-
HOM COCTOSIHUM, 2 TTalIMEHTa OKa3aJiCh KOMMAayH/I-TeTe-
posuroramu 2282deld/R2447X n 2282del4/R501X. Y nByx
MaluXeHTOB MyTallMii HE BBISIBICHO.

Y mauuneHToB ¢ Mmytauueit 2282del4 B reTepo3uroT-
HOM COCTOSIHUM OTMEYaeTcsl paHHee MPOsIBJIEHUE KITU-
HUYECKOU KapTUHBI C TPEX Mecs1eB Xu3Hu. KinnHuue-
CKMe MPOSIBJIEHUS CXOXU C TAKOBBIMU Y MALIUEHTOB C TO-
MO3UTOTHOW MyTalMell mo faHHoMYy Jiokycy. [ToMumo
3TOTO, Y YaCTU MAllMEHTOB OTMEYaeTcsl pa3BUTUE aTO-
MUYECKUX MPOLIECCOB, TAKMX KaK OpOHXMaJIbHas acT-
Ma, aTOMUYECKU TepMATUT U MYCTYyJe3HbIE 2JIEMEHTHI
Ha JIaJOHSIX W CTOMax ¢ IUIOTHOW MOKPBIIIKOW. VY ma-
LIUEHTOB ¢ oOHapyXeHHOoW MyTaluueit 2282del4 B ro-
MO3UTOTHOM COCTOSIHUM OTMEYAeTCs Havyajao KJIUHU-
YEeCKMX MPOSIBJICHUN OT MOMEHTa POXAeHUs 10 4 JerT.
KimHuyecku onpeaenstoTcss BIpaXXeHHbIA (OJTUKY-
JIIPHBIA TUIIEPKEPaTO3, CYXOCTh KOXM, MEIKOYEIIYii-
yaToe HeaylleHWe, JaJOHHO-TTOAOIIBEHHbIA Tunep-
KepaTo3, BbIpaXkeHHasi U3MEHEHHas AepMaTorIubuKa.
Knunuyeckast KapTvHa MallMEHTOB C TOMO3UTOTHON MY-
tauueid R501X He oTiMyaeTcst OT MallMEHTOB ¢ MyTallu-
eil 2282del4 B TOMO3UTOTHOM COCTOSIHUM. Y TallMeH-
TOB ¢ reHoTHNaMu 2282del4/R2447X u 2282del4/R501X
MPOSIBJIEHUE MPU3HAKOB OTMEYAI0Ch C poxaeHus. Kiu-
HUYecKasl KapTHHa CX0Xa ¢ MallMeHTaMU C BbISIBJICHHOM

MyTanueit 2282del4 B roMO3UTOTHOM COCTOSIHUM. Y OJI-
HOTO MalueHTa, ¢ He BhIIBJIIEHHBIMU MYTaLIUSIMU, CKYJI-
Hasl KIMHUYeCcKas KapTUHa, OTpaHUYeHHAast TOJbKO Bbl-
PaXeHHBIM (QOJITUKYISIPHBIM TUIIEpKePaTO30M. Y BTOPO-
0 — He BBIpaXXEHHBIN (QOJUTUKYJISIPHBIN TUIIEpKepaTo3s,
CYXOCTb KOXH, JaJOHHO-MOAOLIBEHHbII TUIIepKepaTo3
U cpedHe- U MeJKovellnyituatoe menyumeHue. Y 19 na-
LIMEHTOB UMEETCS OTSTOILIEHHBIN CEMEMHBIM aHAMHE3:
POACTBEHHUKH MEPBOI CTENMEHU POJCTBA UMEIOT CXO-
KUe KIMHUYECKUE MTPOsIBICHUS.

ITo pe3yabraTaM TaHHOIO UCCIEIOBAaHUSI BBISIBJICHO,
4yTO HanboJjiee yacTo BCTpeyaeMoil MyTalueii B reve FLG
siBisieTcst 2282del4 kak B rOMO3UTOTHOM, TaK U B TeTepO-
3UTOTHOM COCTOSIHUSIX. BapnabGeabHOCTh KIMHUYECKUX
MPOSIBJIEHU I BYJIbFrapHOTO UXTHO3a HE 3aBUCUT OT BUa
BBISIBICHHBIX MyTalluil B reHe FLG. BoisiBieHa TeHAeHIMS
0oJiee paHHETo Havyayla KJIMHUYECKON KapTUHBI y TTallueH-
TOB C BBISIBI€HHBIMU MyTallUSIMU KaK B TOMO3UTOTHOM CO-
CTOSTHUU, TaK U B KOMITAyH/-T€TEPO3UTOTHOM COCTOSIHUU.
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