PAHHI MAPKEPU CBEPBEXY
Y XBOPUX HA ATONITYHUI
JEPMATUT
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HauioHanbHa medu4yHa akaoemisi
nicrnisdurnnomHoi ocgimu imeHi [1.J1.LLynuka

Mema. JlocnipkeHHsT IMyHOJIOTIYHOTO CTa-
TyCy HiTed 1 TOpOCIMX XBOPHX Ha aTOIYHHIMA
nepmatut. [lopiBHsIIbHA XapaKTEpUCTUKA IMY-
HOJIOTIYHOTO CTaTyCy Cepell XBOPUX pPIZHUX
BIKOBHUX I'pYyI, BPaXOBYIOUH CTYIEHI CBEpOEKY.

Mamepianu ma memoou. Hamu o06CcTe)eHO
10 narienTiB BikoM Bif 4x 10 30 pokiB 3 epuTte-
MaTO3HO-CKBAaMO3HOIO Ta €pUTEMaTO3HO-CKBa-
MO3HOIO 3 JTiXeHi(iKaiier GopMaMu aToMiYHOTO
nepmaruty (AJl). IlpoBemeno iMmyHOOTiIYHE
JOCIIDKeHHS 3 BHU3HAUEHHSM IHTEpIEHKiHIB
-2,-4,-6, TUPKYIIOIUNX IMyHHHUX KOMIUICKCIB
(IIK), BU3HaYeHHSIM ayTOAHTUTLI JO MO3KOBHUX
aHTUTEHIB: OCHOBHOMY OinKy Mmieniny (OBM),
ointky S-100, neipocnenudiunoi eHonasl Ta
3arajabHOMY JIFOICBKOMY MO3KOBOMY aHTHUTEHY.

Pezynomamu  docnioxycenna. BusiBieHo
3HauHE MIJBUIIEHHS OIIKy I1HTEeplelKiny-2,
SKUX B CBOIO Y€Pry BiHOCUTHLCS 0 IIUTOKIHIB
3aImaJIeHHs Ta SIBISIETHCS] MEJIIaTOPOM IMYHITETY,
110 B CBOIO Yepry BIUIMHYIO Ha miaBuiieHi [[IK
y xBopux Ha AJ] mo 105-180 y.0., M0 CBiTYHUTH
PO PO3BUTOK 3amanbHOi peakiii. Konmenrpa-
11is piBHS Ay TOAHTHUTLI 0 MO3KOBUX aHTHTEHIB,
a came Ounky S-100 Bix 31,0-41,3 mpu HOpMI
26,05+1,50 BimmivaeThest y BCix XBopux Ha A/l
binok S-100 e cnerudivyauM OiIKOM acTpOIH-
TapHOI TITii, SIKi B CBOIO YEPry SIBISIOTHCS Haii-
OLTBIIT YUCICHHUMH KIITHHAMH B MO3KOBIH
TKaHMHI. KoHIeHTparist Ginka KOpeoe 3 TaK-
KICTIO HEBPOJIOTIUYHUX MOPYIIEHb Y XBOPUX HA
AJl, sxi BHHUKAIOTh BHACIIJIOK ITOCTIHHOTO Ta
HECTEpITHOTO CBepOexy. 30UTbIIeHHS eHpoc-
nernu@iyHIX OLIKIB 10 €HOJa3u BiIMIYaEThCS
Maiike y Bcix oOctexkeHux Bin 24-31,1 mpu
Hopmi 23,10+0,35,9x1 € cnenudiuHUMHA IJIs
HEPBOBUX TKaHWH, SIKi BUKOHYIOTH (DyHKIIII,
XapakTepHi JJIsl HEPBOBOI CUCTEMHU.

Bucnoeku. JlocnimkeHHS 1MYyHOIOTIYHOTO
CTaTyCcy 3 BH3HAYEHHsSM HeWpocnenudiaHnx
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OUIKIB B paHHIX CTamisx miarHOCTUKH AJl,
JIO3BOJISIFOTh IIPOBOJUTH OO’€KTUBHY OLIHKY
CTyIeHs cBepOexy Ta nepediry 3aXBOpPIOBAHHS,
a TaKOX 3/IMCHIOBaT MOHITOPUHI JIIKYBaHHS
Mali€eHTa.

MOJIEKYJIAPHO-
HOUTOI'EHETUYECKOE
NCCIEJOBAHUE
X-CHEIVIEHHOI'O UXTUO3A

J1.B.PouweHrok', A.M. ®edoma?,
KO.B. loHmape?®, U.E. UnbuH?®,
B.M. BopoHuoe’, K0.A. CadoeHu4eHKo*

"Xapbkosckull obrnnacmHol KnuHu4Yeckul
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2XapbKo8CKUll HaUUOHasbHbIU
yHusepcumem umeHu B.H.Kapa3uHa

SMeduuuHckul ueHmp «MP»

“XapbKoscKull HaUuUOHarbHbIU
MeduyuHcKul yHugepcumem

Haubonee pacmpocTpaneHHbIME (opMaMu
HUXTUO03a B YKpPaWHE SABJISIIOTCS UXTUO3 TIPOCTOM
(Q80.0) u X-cuernennbrit uxtrno3 (Q80.1).

NxTmo3 npoctoii (ichthyosis vulgaris), ayto-
COMHO-JIOMHUHAHTHBIA, C TEHETPAHTHOCTBIO Y
rerepo3urot ot 67% 1o 100%, no naHHBIM pas-
HBIX aBTOPOB M COOCTBEHHBIX HCCIICIOBAHUM,
00yCIJIOBJIEH MyTallUsIMH B TeHE (uiarrpmHa
(FLG), nokamu3oBaHHOro B peruone 1q21.
OOBIYHBIN MXTHO3 SBISICTCS OJHHM M3 HanOo-
Jiee pacipoOCTPAHEHHBIX MOHOTEHHBIX 3a0o0Jie-
BaHUI YEJIOBEKAa M BCTPEYACTCS B PA3IMUHBIX
nomynsuusax ¢ yvacrorot 1:2500-1:5000, B
cpenHeM mo XapbKoBcko# obmactu — 1:2557.
B nacrosiiee Bpemsi onmucaH psij MyTanuii B 3
9K30HE reHa FLG: y HEepOJICTBEHHBIX OOJIBHBIX
B Upnanguu, lotnangun, ®@panuuu, [epma-
nuu, CIIA, Poccun, Ykpanne — TpaH3uus
1501C-to-T (R501X) u nenemmst 2282del4, B
SAnonun — tpancsepeus 7661C-G (S2554X) u
nexenust 3321delA.
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DOEHOTUNNYECKUE XaPAKTEPUCTHKU  IIPO-
CTOTO MXTHO3a B TMEPBOM NPUOIMKCHUH
OMM3KkM K omnucaHusiM (QeHoTurna OOJBHBIX C
X-CHEMJIEHHBIM HMXTHO30M. X-CIEIJICHHBIN
peueccuBHbli uxtno3 (X-linked ichthyosis)
00ycToBlieH Je(QUIMTOM CTEPOUTHOU Cyibda-
Ta3bl BCIEACTBUE MYTAIIMU B T€HE CTEPOUIHON
cynbdarasbl (S7S), TokaaTu30BaHHOM B Xp22.3,
neneunu STS reHa win ydyactka X-XpOMOCOMBI.
[Tocnennee HapylieHHE OTMEUYAETCS MTPUMEPHO
y TpeTH OONbHBIX, YTO MO3BOJSET OTHECTH
X-CUETUIEHHBIH UXTHO3 K MHUKPOJIEICIIMOHHBIM
CHHPOMaM.

B cCB3M C BBILICU3IOKECHHBIM  Uebl0
Hawiezo uccned06anus CTajl aHajau3 reHeTHye-
CKHUX OCHOB X-CIIETJIEHHOTO UXTHO3a.

Mamepuanet u memoowvt. O0OcCIENTOBAH
0OJILHOM MXTHO30M, HAXOIAIIUICS HAa HUCIIAH-
cepuom yuere B XOKKBJ[ Nel. Pesynbrars
KIIMHUKO-T€HEaJOTHYECKOr0 U J1abopaTropHOro
AQHAJIN30B MOATBEPKIAOT X-CLUETUICHHBIN THII
HaCJIEJOBAHUS F€HOIEpMAaTo3a.

Jns npoBeneHusi T€HETMYECKOrO aHaju3a
UCIIOJIb30BAIaCh CTaHJIAPTHAsA METOIUKA KYib-
TUBUPOBAHUA JTUM(OUUTOB TEeprEeprUIeCKOM
KpOBU U TIPUTOTOBJICHHUE TMpErnapaToB MeTa-
(da3HBIX XpOMOCOM M HHTEP(a3HBIX KIETOK.
OO6pa3zen; KpoBU JUIsl [IUTOT€HETHYECKOTO aHa-
au3a TMOMy4Yaldd TYTeM ITyHKIIUH JIOKTEBOU
BEHBI, MOCJIE YEero LEJIbHYI0 KPOBb J100aBISLIIN
K nuTaresibHou cpezae. KynbTuBupoBaHue mnpo-
BOAWJIOCH Ipu Temrieparype +37°C B TedeHuu
72 4acoB. Jlns HakorsieHus JUM(OIUTOB Ha
craanu Metadassl BBoamics koiaxuimH. Oxpa-
muBaHue mpenaparos nposoxmwiock GTG-
MetoAoM. /I mManueHTa aHaIM3UPOBAIOCH
15 meradasHbIX IUIACTUHOK C pa3pelieHueM
550-700 cerMeHTOB Ha TalUIOWIHBIM HAOOP.
Taxke BBIMONHSIICA aHANU3 C MPUMEHEHHEM
FISH (fluorescence in situ hybridization). Ha
TOTOBBIC TIpemapaThl MeTada3HbIX IJIACTUHOK U
uHTep(Da3HBIX S7AEp HAHOCWIACH CMECh JIOKYC-
crerupuIecKux 30H10B 171 30H STS (3eneHblii
criektp) U1 KALI (KpacHbIH CHEKTp), HaXOJs-
nmxea Ha X-xpoMocoMme. MUKpOCKOIIMYECKHM
aHaJIU3 OCYILECTBISETCS C MCIIOJIb30BAHUEM
(GIIyOpeCcIIeHTHOr0 MHKpPOCKOMa, 000pyI0BaH-
HOTO COOTBETCTBYIOIIUM HAOOPOM (UIIETPOB

Pezynomamut uccneoosanus. llpu ananuze
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npenaparoB, okpameHHbIXx GTG-MeTon0M, ObLT
YCTAQHOBJICH HOPMAaJIbHBIM MY’KCKOM KapUOTHIL.
[Ipu >TOM enuMHUYHBIE XPOMOCOMHBIE abOepa-
MU B KyJIbType He BcTpedanucs. IIpu nccie-
JIOBaHUU MeTada3bl ¢ BBICOKUM pa3pelieHHEM
(700 cermMeHTOB Ha TalUIOMIHBIA HAOOp), Ha
xpomocome X nenenus Jokyca S7S He BU3ya-
JU3UPOBAIach, a CTPYKTypa COOTBETCTBOBAJIA
HOpME.

@yopecueHTHBIN aHanu3 Ha MeTadasHbIX
IUTACTUHKAX U B MHTEP(}a3HBIX Apax MOKazaj
Hanmuuue Jokyca KALI, Tak Kak BU3yaJIu3u-
poBajiach OJJHa KpacHas METKa, U OTCYyTCTBHE
nokyca ST, MOCKOJIbKY 3€JIEHOE CBEUCHHUE HE
HaOII0aN0Ch.

Takum 06pa3zoM, KAPUOTHII MALUEHTA COOT-
BercTByeT 46,XY.ish del(X)(p22.31)(STS-) —
MYKCKOM KapuUOTHUII C HWHTEPCTULUAIBHOU
Jenenren XpoMocoMbl X B KOPOTKOM IIJIEUE B
nokyce p22.31. Pe3ynbrarhl aHaiuza Kapuo-
TUIIA COOTBETCTBYIOT (PEHOTHIY U KJIMHHUYE-
CKHUM IPOSIBIECHUSAM X-CLEIJIEHHOTO HMXTHO3a.
BeposiTHO, B Mccae10BaHHONW OONBLIONH CeMbe
C HEOIHOKPATHBIMH CIIy4assMU X-CLEIUIEHHOTO
HXTHO3a I'eHojepMaro3 00yCIIOBIIEH MUKpOJe-
nenueit nokyca STS.

Bubi600w1. Takum 00pa3oM, Ipu aHaTIU3e Mpe-
[IapaToB XpPOMOCOM C BBICOKMM pa3pellieHHEM
BBISIBJICHHE MHUKPOJEIEIUI YCI0KHEHO U HE3a-
MEHUMBIM sBsieTcs npumeHenue merona FISH
IIPU UCCIENOBAaHUM OOJBHBIX X-CHEIJICHHBIM
UXTHO30M.

CTAH OCMOTHUYHOI TA MEPEKUCHOI
PE3UCTEHTHOCTI EPUTPOLIUTIB
Y XBOPHUX HA MMOLLIUPEHI
JTEPMATO3HM 3 YCKJIAJTHEHUM
AJIEPTOJIOTTYHUM AHAMHE3OM

E.M. ConoweHko, T.B. 3eMnsiHa,
O.B. Jlesuubka

AY ,IHemumym depmamornoeii
ma eeHeporsozii HAMH YkpaiHu”

BinbHi paaukanu MarTh BHUCOKY peak-
THUBHICTh 1 MOXXYTh B3a€EMOJISATH 3 JIIITiIAMH,
OuikamMu a00 HYKJIETHOBUMHU  KHUCIIOTaMH.
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