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[eHeTMYeCcKoe NCCAEAOBOHNE UXTUO3QA:
HUNTOreHeETNHEeCKA9Y XAPAKTEPUCTUNKA OOAbHbIX

Kiouessie ciioBa

reHOlIepMaTOSBI, NXTHO3, IMUTOTeHETUUECKUI aHaJIn3, XpOMOCOMHaA HeCTaOMILHOCTD.

BCOBpeMeHHOI‘/’I jguTeparype o (PeHOTUITHIECKUX
MPOSIBJICHUSX XPOMOCOMHBIX aHOMAJIUN pas-
JIMYHOTO TIOPSA/IKA TIPE/ICTABICHBI MHOTOUNCJICHHBIC
OITMCAHUST TTOPAKEHNI KOKM y OOJbHBIX, TOSIBIISTIO-
Irecst B Xo/e HMOpUOreHesa, HarpuMep, OOKIHe He-
BYCOB, T€JICAHTUIKTA3UH, JIOKAJIbHAS ATJIA3UsT KOXKU,
TITEPUTUYM, TETEPOTOTTMYECKOE OBOJIOCEHNE, A TAKKE
BCJIEJICTBUE HHJIOKPUHHBIX, HEHPOTPOUUECKUX M
MeTabOJIMYECKUX PACCTPOICTB — JIAJIOHHO-CTOMHBII
Keparto3, OHUXOAUCTPOPUH, BSJIast KOKa, TUTIEPIJIac-
TUYHAS KOKa, Hapymenus nurmentarmu [10].

AHOMAJINU KOKU HapSMy C YMCTBEHHOU OTCTa-
JIOCTBIO, HEBPOJOTUYECKUMHU PACCTPONCTBAMH,
BPOJKJIEHHBIMU TIOPOKAMU PA3BUTUSL, UMMYHOIe(DU-
IIUTHBIMU COCTOSTHUSIMU U TIOBBITIEHHON CKJIOH-
HOCTBIO K 3JI0Ka4eCTBEHHBIM HOBOOOPA30BaHMSIM
COTIPOBOK/IAIOT U MOHOTeHHbIe 3a00JIeBaHMsl, TPO-
SIBJISTIOIIUECS] XPOMOCOMHOM HeCTaGUIIbHOCTBIO, 4TO
XapaKTepu3yeTcs YBeJUYeHHEeM YacTOTBI XPOMO-
COMHBIX abepparii U CeCTPUHCKUX XPOMATH/HBIX
0OMEHOB.

K monorenubiM gedekraM ¢ HeCTaOUILHOCTBIO
YHucIa XPOMOCOM OTHOCAT CUHAPOM PoTmyHma —
Tomcona (OMIM 268400) ¢ nepmazpomamMu B BUie
TEJICAHTUIKTA3NN W TUTIEPIIUTMEHTAITNH KOXKH Pa3-
JINYHBIX OTTEHKOB M MO3aMYHYIO AHEYIJIOUIUIO C
mukpotiedaueit (OMIM 257300).

ITpu MOHOTEHHBIX HApYyUIEHUSX C HeCTaOWIIb-
HOCTBIO CTPYKTYPBI XPOMOCOM JIEpPMa/IPOMBI OTTHCA-
Hbl 1151 cunapoma birtoma (OMIM 210900) B Bue
TEJICAHTUIKTATIYECKOI SpUTEMBI B (hopme HabouK;
cunagpoma Jlyn-bap (OMIM 208900) B Buze teme-
AHTUIKTA3Wil Ha KOHBIOKTUBE, OTKPBITHIX Y9aCTKaX
TeJa M CJAM3KUCTBIX 000JI0YKAX TBEPAOTO M MSITKOTO
1né6a; anemun MAHKOHW KaK TUIEPIIUTMEHTAIITH

KOKHU B [TAXOBOH M HOAMBIIIEYHON 06JIaCTSIX, CUH/-
poma Beprepa (OMIM 277700), cuaapoma mpesk-
JIEBPEMEHHOTO CTapeHus KOKU B BUE TIPEKIEBPe-
MEHHOTO TOceleHnst U 00JIbICeHus], aTPOhU IO/
KOKHOHW JKMPOBOM KJIETUYATKU, CKJIEPOJAEPMUL;
cunzgpoma Pobeprca (OMIM 268300) kak peakux
cepebpucTo-6esIbiX BoJoc; cuHapoMa HuiiMerena
(NBS, OMIM 251260) B Bu/ie TisiTEH «KOhe ¢ MOJIO-
KOM» Ha Kose; mopokeparoza Mubemmm (OMIM
175800) co MHOKECTBEHHBIMHU WJIM €IUHUYHBIMI
MOPAKEHUSMH B BHUIE POTOBBIX TAITyJI, PACTYIINX
neprdepryecKy U MPEBPAIIAIONIXCsT B OJSIIKA C
3amaaonieil aTpoPUIHON MEHTPATBHON 30HOI, ce-
pPOBATOrO IIBETA, PA3JIUYHON BEJUYMHBI M OUYepTa-
HUH, Mo nepudeprn OKPY/KEHHBIX POTOBBIM Tpeb-
HeM B Bujle Basinka. OTMeueHbl 1epMa/IpOMbl B BUjie
U30BITOYHON KOKU Y HOBOPOKIEHHBIX IIPU CHHIPO-
Me Jlanrepa — [unoHa v THIIONUTMEHTAIIMN — TIPA
cunapome IIpanepa — B [7].

MHOKeCTBO OTIETbHBIX PabOT MOCBSIIEHO MO-
HOTEHHBIM JIEPMATO3aM C PACCMOTPEHUEM UX TIPU-
pozbL, HO Ge3 CUCTEMHOrO aHaau3a 1 0O00IEHHOrO
TTOIXO71A.

VxTro3 o6braHbIi, 1iin Bysbraphbiii (ichthyosis
vulgaris; OMIM 146 700), ayTocOMHO-JOMUHAHT-
ubiit [9, 10], ¢ meHeTpaHTHOCTHIO Y TETEPO3UTOT HO-
see 90 % [28], obycoBIeH MyTaIUsIMU B TeHe (-
marrpuna (FLG; OMIM 135940), mokanmzoBanHo-
ro B pernoHe 1q21. Bysbrapubrii nXTno3 sBJseTcs
OJIHUM 13 HamboJiee PACITPOCTPAHEHHBIX MOHOTEH-
HBIX 3a00JIeBaHUi 4ejoBeKka [5] U BcTpeyaercs B
PA3INYHBIX TOMyJIAusax ¢ 4dactotoir 1 : 2500—
1:5000 [8,9,12].

B 3aBucHMOCTH OT CTeleHu TsKeCTH 3a00JieBa-
HUS pa3JIMIHbIe aBTOPBI BBIIEIAIOT P/l KIMHAYEC-
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KuX (hopM, HAIIpuMep, KCePOIEPMY, UXTHO3 TIPOCTOH,
UXTHO3 OJIECTAIINI, WK TIepJIaMyTPOBbIi, UXTHO3
Gesbrit, uxTio3 3meeuanbiil [9, 10]. Onumcamnbie
(hopMBI He SBJIAIOTCS CAMOCTOSITETBHBIMU HO30JI0-
TUYECKUMU eIMHUIIAMHU U, TIO-BUIUMOMY, MOTYT 00'b-
SICHSITBCSI BapUaOEJIbHON HKIIPECCUBHOCTBIO OTHOTO
1 TOTO 3Ke /Ie(heKTHOTO TeHa B TIPEJIEsIax OHON CeMbU
W OCOOEHHOCTSIMU (DEHOTHITIIECKUX MIPOSIBIICHUIT
BHYTPUJIOKYCHOHN TETEPOTEHHOCTH J[AHHOTO TEHA.
Tak, B HacTosIIIee BPEMS OTHCAH PSIT MyTAIlil B 3-M
9K30HE TeHa (bUJIArTpUHA: Y HEPOICTBEHHBIX 0OJIb-
ubix B Mpmanauu, otnanaun, lepmanmm, CIITA —
tparsunust  1501C-to-T (R501X) u gmerenms
2282del4, B dnonuu — tpancsepcus 7661C-G
(S2554X) u nenermst 3321delA [19, 26, 32, 27].

@enoTUnMYecKre XapaKTEPUCTUKK BYJIbrapHO-
r0 UXTHO32a B IIEPBOM IPUOIMKEHNN OIU3KHU K OIIU-
canusM (enoruna npu X-CIENIEHHOM HXTHO3E.
X-cuemreHHblii pereccuabiil uxtnosd (X-linked
ichthyosis; OMIM 308100) o6yciosien aeduim-
TOM CTEPOUJIHOM CyJibhaTasbl BCIEACTBUE MyTAIUN
B STS-rene (STS; OMIM 300747), nokannsoBaH-
HOM B Xp22.3 wiu nenenuu STS-TeHa niam ydactka
X-XpoMocoMEI [9].

[ X-ciieryieHHOro NXTHOo3a XapaKTepHa Cylie-
CTBEHHAs] BHYTPHUJIOKYCHAsI T€TEPOreHHOCTh, OIIU-
ca psijp myTanuii B rene STS: Tpancsepcus 1320T-A
(W372R), rpansunn 1543G-A (C446Y), 1226C-T
(S341L), 1552A-G (H444R), uncepiuio pasMmepoMm
19-bp or 1477 muykneotuma u tpancsepcusi G-T
cruiaiic caiita sxk30u 8/unTpon 8 [15].

Valdes-Flores u coasropsl onenunn 12 exnmmy-
HBIX, TPEIIOJIOKUTENBHO CIIOPAMUECKUX CIYYaeB
X-CIernJIieHHOTro NXTHo3a y My:kuuH. VccegnoBanue
AKTHBHOCTHU CTEPOM/IHOI cysbdaTasbl u FISH-ru6-
pUM3aIIA y MaTepeii mokasas, 4to 9 u3 12 aeisamich
obGsmraTHbIME reteposurotamu 1o redy STS [33].

ITo JaHHBIM MHOTUX aBTOPOB, OOJIBIIMHCTBO T1a-
UEHTOB ¢ X-CIEIVIEHHBIM UXTHO30M HUMEIOT Pas-
JIMYHOTO POJIA JIeJIelnu X-XPOMOCOMBI.

Metaxotou coaBTopsl onucanu ciaydaii 14-met-
HEro MajibyMKa € MXTHO30M, TUTIOTOHA/IU3MOM U
YMCTBEHHOII OTCTAJIOCTHIO, Y KOTOPOTO IIUTOTEHETH -
yecKoe WCCIe/[oBaHue TOKa3al0 HYJIeCOMUIO TI0
yuyacTky Xp22-pter. Marb Majibunka Obljia MOHOCO-
MHUKOM TIO OTCYTCTBYToIeMy yaacTky Xp [25]. Ross
1 coaBTopbI [29] o6Hapyskuim y 2 cubcos ¢ X-cIier-
JIEHHBIM MXTHUO30M HyJecoMmuio 1o Xpter-Xp22.3,
KOTOPast SIBUJIACH CJIE/ICTBUEM TPAHCJIOKAIUY OT XP
K Yq: 46, XY, t(x; y) (Xqter-Xp22.3Yq11-Yqter).

Ballabio u coasTopsr, onucasiime 2 cubCoB ¢ Ka-
puoturnom 46, XY, der (X)t(X;Y) (p22; q11) ¢ uxrtmo-
30M, TOUEYHON XOHIPOAMCILIA3UEH U yMCTBEHHOM
OTCTAJIOCTBIO, TPEANOJNOKUIN, 4To X,/Y-TpaHciio-
Kalliu, BOBMOKHO, SIBJISTIOTCSI PE3YJIBTAaTOM PEKOM-
OUHALIIY MESKLYy TOMOJIOTUYHBIMU PETHOHAMHE, pac-

MOJIOJKEHHBIMU HAa KOPOTKOM T1jiede X-XPOMOCOMbI
U IJTUHHOM TITede Y-XPOMOCOMBI. ABTOPBI OTMETH-
Jin, 4To Bee ciaydan X,/ Y-TPaHCIOKAIIUU, BKIOYA0-
nme red STS, compoBoXAAINCH MXTHO30M, WHOTA
YMCTBEHHOI OTCTAJIOCTBIO U JAPYTUMU aHOMAJIUSIMU
[17]. Shapiro u coaBTOpbI HCCAEIOBAIN BEPOSTHBIE
TOYKU JIJIs1 UEHTU(DUKAIMY TOTEHITMAIBHBIX TIOC-
JIeIOBATeTbHOCTEN [T BHYTPUXPOMOCOMHBIX WJIN
MEKXPOMOCOMHBIX HETOMOJIOTHYHBIX PEKOMOMHA-
i, BoJBIIMHCTBO U3 HUX HAXOAATCS Ha OJIU3KOM
paccrostaum ot rera STS [30, 31].

Wurepcruimanphyio feneiio B Xp22.3 obHa-
pysxu Gohlke n coaBTopbl y GOJIBHBIX € UXTHO-
30M, AIUJIENICUEl U YMCTBEHHON OTCTaJIOCTBIO MO-
HO3WTOTHBIX Oau3HernoB-mykunt [20], a Takke
Lesca 1 coaBTOpbl — y 7 MY>KYUH U3 OJHOU CEMbU C
X-CIIeTJIEHHBIM PelleCCUBHBIM UXTHo3oM [23]. IBe
PasIIHbIe JETIEIHN 10 YIacTKy Xp, BKmodasa STS-70-
Kyc, BoisiBus Cuevas — Covarrubias u Gonzalez —
Huerta (2008) cpean 80 manneHToOB ¢ U30JIUPOBAH-
HBbIM X-CIETJIEHHBIM UXTHO30M U HOPMAJIbHBIM MH-
TennekToM B Mekcuke [18].

Wxtno3 B couetannu ¢ cuHApoMoM KasimMana,
TOYEYHOW XOHIPOAMCILIA3MENd M aTbOMHU3MOM
(contiguous gene syndrome — CGS, cunipom ciiern-
JIEHHbBIX T€HOB) OMUcaH y 9 OOJIBHBIX € HYJIECOMUEN
no pernoHy Xp22.3 B pe3yabTraTe AeJelud U3
23 06cIeJOBaHHBIX MYKUMH ¢ MXTHO30M B TaiiBaru
[21] u y MasbuKa ¢ UHTEPCTULIMAIBHON Jeseriueit
B Xp22.3 B Utamuu [24].

BcecTtoponHuil aHannu3 ONUCAHHBIX CJIydaeB
X-CIIeTIIIEeHHOTO WXTHO03a MO3BOJISET CAeNaTh BbI-
BOJl O TOM, YTO CPeId BCEX TeHHBIX OOJIe3Hel
X-cIelJIeHHbI MXTUO03, paHee CUUTABIIUNCS
KJIACCUYECKUM MOHOTE€HHBIM 3a00JIeBaHUEM, Yallle
NIPYTUX SBJLETCS Pe3yJabTaTOM CTPYKTYPHBIX Tie-
pPecTpoeKk XpOMOCOM B BHJIE JeJieluii nbo B pe-
3yJbTaTe HeTOYHOro KpoccuHrosepa X,/Y ¢ TpaHc-
JIOKAIUSIMU.

Cerozing B OTe4eCTBEHHON JINTEpaType IMHIPOKO
MPE/ICTABJIEHbl PE3YJIBTATHI [UTOT€HETUYECKOTO
aHa/IM3a MHOTOYHCJICHHBIX XPOMOCOMHBIX CHHIPO-
MOB, OHK03a00/IeBaHMil (3JI0KaueCTBeHHOI TuMbO-
MBI YeJIOBEKa, MUEJIOIUCTIIACTIYECKOTO CHHIPOMA,
XPOHUYECKON MUEIOUTHON JeiikeMun u ap.) [, 6],
OJTHAKO TIMTOTEHETUYECKNE ACTIEKTHI TeHOEepPMAaTo-
30B, TPAJAUIIMOHHO CUUTABIIUXCS MEH/IETEBCKUMU
3ab0JIEBAHISIMI, JI0 CUX TIOP HE PACKPHITHL. B cBsi3n
C 3TUM LEJbI0 HACTOSIIErO MCCJEIOBAHUSI CTAJIO
MpOBe/IeHNe CKPUHWHTA COMAaTUYECKUX KJIETOK
GOJIBHBIX MOHOTE€HHBIMU JlepMaTO3aMy (PasIndHbI-
mMu (hopMaMi UXTHO3a 1 OYJIE3HOTO SMUIEPMOJIU-
3a), a TAK)Ke UX POJICTBEHHUKOB HA HAJIMYLE XPOMO-
COMHBIX abeppaluii ¥ BBISBJIEHUE BO3MOKHBIX
CTPYKTYPHBIX aHOMAJIMII U XPOMOCOMHOTO TIOJIH-
Mopdusma.
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Marepuajibl 1 METOIBI

MaTepuasom I IUTOTEHETHYECKOTO UCCTIEN0-
BaHUsI MOCTYKIIN JTUMMOIUTB 06pasIoB mepude-
PIYECKO# KPOBH 25 YeIOBEK: MAIIMEHTOB C TeHOAED-
MaTO3aMU, HAXOJSAIINXCS HA IUCITAHCEPHOM YUeTe B
XOKKB/ Ne 1 u ux poxactBennukoB | cremenn
pozcTsa. Bee 6osbHbIE /M1 UX POACTBEHHUKU J1a-
1 HGOPMUPOBAHHOE COTJIacHe Ha yJacTHe B WC-
CJIeJIOBAaHUN.

[Ipotemypa mosrydenus mpernapaToB MeTadas-
HBIX XPOMOCOM COOTBETCTBOBAJIA CTAH/IAPTHBIM Me-
TomukaM [13], BKJTIOUass KyJIBTUBUPOBAHUE KIIETOK
in vitro, IpUTOTOBJICHNE XPOMOCOMHBIX ITPEMIapaToOB
¢ IpUMeHeHreM PYTUHHOTO U 1u( depeHIinaaIbHbIX
(G- u C-) MeTo/10B OKpaImBaHus. AHAJIM3UPOBAIN
npernapaThl Ha MUKpocKore Axioskop nipu yBesmye-
Hum x 1000. KaprotunupoBanue MpoBOAWIN B CO-
orBetctBuu ¢ kputepusimu [ISCN 2005 [22]. Turo-
FeHEeTHYECKHIT aHaJIM3 BKIIIOYAJ MOJICYeT abeppaHT-
HBIX KJIETOK, XPOMOCOM U OIpe/eeHrie YacTOThI
CTPYKTYPHBIX abeppaiinii XpoMOCcoM B MeTadasHbIX
IUIACTUHKAX, XapaKTePUCTUKY THUIIOB abepparuii
MapKEPHBIX XPOMOCOM.

CraructudecKuii aHainu3 B BUIEe OIEHKU PaBeH-
CTBa PSIZIOB PacIpe/IeIeHUsI TIPOBOIIIN C TIOMOIIIBIO
kpurtepust x’. CTaTUCTUUYECKUE TMIIOTE3bI IIPOBEpE-
HbI Ha ypoBHe 3Haunmoctu 0,01 [1, 16].

Pe3sybraTel 1 00CyKI€HHE

B xojie IuTOreHETHUECKOTO UCCIE0BAHMST TTPO-
BeJICH CKPUHUHT KYJIBTYp JUM@OIUTOB nepudepu-
YeCKOoi KpoBH 25 O0IBHBIX € TEHOAEPMATO3aMHU 1 UX
POJICTBEHHUKOB Ha HAJIMUYKE XPOMOCOMHBIX abeppa-
1uii. I[locko/IbKy JaHHbIe Psi/ia aBTOPOB CBUJIETE b~
CTBYIOT O TOM, 4TO HET PA3JUYUN MEKIY TOJTaMU
Kak 110 00IIell yacToTe XPOMOCOMHBIX abeppaliuii,
TaK ¥ JIJIsl BCeX TUTIOB abepparinii, a TakyKe He BbISB-
JIEHO M3MEHeHMsT OOIell YacTOThl XPOMOCOMHBIX
abeppaluii B 3aBUCUMOCTH OT BospacTa |3], uccie-
JlyeMble JIMIa pasHoro 1mosa u Bospacta — 10 xxen-
muH 1 15 Mysk4nH B Bo3pacte ot 15 10 55 et — ObI-
Ji 0O bEIMHEHbI B OJIHY BbIOOPKY.

[TockosbKy B JMTepatype TPeACTABIEHBI JaH-
HbIE O BpEMEHHOU 1 Ce30HHOI N3MEHYMBOCTH KOJIe-
GaHWiT YPOBHSI XPOMOCOMHBIX abepparuii B KyJIbTY-
pe iM@OoInuTOB IepuhepPHUIECKON KPOBHU 3/[0POBBIX
JIIOJIEN, a UMEHHO — MaKCHMYM 4acTOThI abeppaHT-
ueix kaerok (0,0274) wabmonaercs B 12—1 u 7—
8 mecanax u muHumyM (0,0136) — B 3—4 u 9—
10 mecsiax [14], 3a60p 06pasIoB KPOBU OCYIIECTB-
JISUTH B TeYeHUe OJTHOTO C€30HA OJTHOTO TOIA.

CrpyKTypa BbISBIEHHBIX XPOMOCOMHBIX abeppa-
Uil ObLIa IpeAcTaBaeHa abeppalusaIMU XPOMOCOM-
Horo u xpomaruaHoro tumos. Cpeau abeppaiiuii
XPOMATHIHOTO THIA Tpeodafann OJNHOYHbBIE
(bparmenTsl, abepparni XpOMOCOMHOTO THITIA COCTa-

BUJIN NTapHbIe (hParMeHThI, IUIEHTPUIECKUE XPOMO-
COMBI, alleHTPUYECKUe KOJIbIA, TEPMUHATIBHEIC [ie-
JIEITUY U TPAHCJIOKAIUN,

Pacmpenenenmne mccaemoBaHHBIX KYyJIBTYP IO
YacToTe KJIETOK C XPOMOCOMHBIME abepparusiMu
0TOOpPasKEHO B TAabJIHUIIE.

Xapakrep psiZIoB pacrpe/iesieHus1 4acTOThl abep-
panuii B TPYIITIE C TEHOIEPMATO3aMU U Y 3/T0POBBIX
JII] TIOKA3bIBAET CTATUCTUYECKU 3HAYMMYIO Pa3HU-
iy (P < 0,01) — xpoMocoMHasi HeCTaOMIBHOCTD B
KJIeTKaX GOJIbHBIX Bhiiiie. [lo/rydueHHble pe3yibraThl
COTIOCTABUMBI C JIAHHBIMU IIUTOTEHETUYECKOTO aHa-
ausa OoJbHBIX (hbakoMaTo3aMu: CHHApOM Jlyu-
Bap — 16 %, 6onesnn HItypre — Bebepa — 10 %,
cunzapoM Kmmmesss — Tpenona — 7 %, Helipodubpo-
Maro3 — 6 % [11], B TO BpeMst Kak MAaKCUMAJIbHbIIA yPO-
BEHb KJIETOK C XPOMOCOMHBIME abeppaIisiMi B KyJTb-
Type JUMQOTUTOB YeTI0BeKa B HOPME JIEKUT B TIpe7ie-
gax ot 0 10 3 %, B cpenreM coctasisiet 1,2 % [2, 4].

HecTabuibHOCTD CTPYKTYPBI XPOMOCOM TIPH MO-
HOTEHHBIX TEHO/IEPMATO3aX, HE OITUCAHHAS paHee, U
MeXaHU3MBI, JIeXKallie B ee OCHOBE, 0YEBHUTHO, TaK-
JKe B3AUMOCBSI3aHBI C JIEPETYJISIIUEN SKCITPECCHH Te-
HOB U, TAKUM 00Pa3oM, ¢ HapyIICHUSIMI JICTCHUS 1
pocta, anbdepeHInPOBKI 1 HOPMAJIBHOTO (hyHK-
IIMOHNPOBaHNA KJeToK. [loBbITienne 9acToTer Xpo-
MOCOMHBIX abeppartuii Mpu APYruX MaTOJOTHIX UC-
CJIeZIOBATENN CBA3BIBAIOT CO CHIKEHUEM aKTHBHOC-
tu tnpoiteccoB penaparuu JJHK. M3BectHo o Busi-
HUKM (DOPMUPOBAHUS XPOMOCOMHBIX abeppariuii,
HaAIIPUMED IUIEHTPUYECKUX XPOMOCOM, HA 3aITyCK
peaxrn Ha nioBpeskaenne /JHK, omocpenosanmyio
6ekom p53. st cungpoma JIyu-Bap (arakcuu-Te-
JICAHTUAIKTA3UN) ONMMCcaHbl MyTaiu B Teae ATM,
ATA, AT1 (OMIM 607585), JTOKaIN30BaHHOM B
11q22.3 n xkontposupyiomem pernaparmio JHK n
KjeTounble UKJbL [Ipu cunapome Bepuepa oTme-

TabAnua. YactoTa KAETOK C XPOMOCOMHBIMU
a6eppauusimm y 60AbHbIX C FeHOAEPMATO3aMU
M KOHTPOAbHOW Py nnbl

KommuectBo BoibHble KonrposbHas
a0eppaHTHBIX € reHOZIepMaTo3aMu rpymna
Metadas, %  u poacTBeHHHKH (n = 23) (n=13527)
0 0 160
1 15 201
2 5 105
3 1 44
4 1 11
5 0 2
6 1 3
7 1 1
17 1 0

df =8, X2t =20,09, X2¢ = 38,16, p < 0,01
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Puc. 1. 47, XX, +mar

yenbl MyTanuu B Tene WRNIP1 wau WHIP
(OMIM 608196), norammzoBarHOM B 6p25.2 11 KO-
JMPYIOIIEM SAZEPHBIN OEIOK, CBA3AHHBINA ¢ XeJInKa-
3aMU W YYaCTBYIOIIUI B MOAIEPKAHUU T€HOMHOM
CTaOUIBHOCTH ¥ B MEXaHM3Max aTlolTo3a, a TaK/Ke
TOMOJIOTUIHBIM X€JTMKa3aM, YYaCTBYIONIUM B IPO-
neccax penapanuu u permkaimn JTHK.
Pesynpratel ucciefoBaHus MOXKHO WHTEPIIpe-
THPOBATh CJICAYIONMM 00pa3oM. BysbrapHbiii mx-
THO3, KaK OTMEYEHO BblIllie, 00YCJIOBJIEH MYTallHsi-
MU B rene ¢duaarrpuna. Dumarrpu, TaaBHbIT Ge-
KOBBIII KOMIIOHEHT KepaTOTUAJTUHOBBIX TPaHYJ
AMUZEPMICA MJIEKOMTUTAIONTNX, UTPAeT KJII0YEBYIO
poJb B atuepMaIbHON AuddepeHImpoBKe 1 O/
AepsKaHun OGapbepHbIX (DYHKIUI IPU 3alUTe KJIeT-
KU OT PasJInNYHBIX aJJIEPreHOB U MHMEKIMOHHBIX
arenToB. CHIDKeHVe aKTUBHOCTH VTN TIOJTHOE OTCYTCT-
BUe (hUIArTprUHA MOKHO CHUZKATh TOJIEPAHTHOCTH
KJIETOK K BO3/IEMCTBHIO (B TOM UMCJIe U MyTareHHo-
MY) areHTOB Pa3JIUYHON TPUPOJBI, UTO, CBOIO Oue-
penb, MOKET TPUBECTU K MOBBIMIEHUIO YaCTOTHI
XPOMOCOMHBIX abeppanuii B KjeTKaX. BeposiTHo,
BapuabesbHOCTh aKTUBHOCTH (pUarrpuHa y pas-
HBIX GOJIbHBIX BCJEICTBUE BHYTPUJIOKYCHOM TeTe-
POTreHHOCTH MOKET 00YCJIOBJIMBATH CTEIEeHb XPO-
MOCOMHOW HeCTaOUJIbHOCTH B KJIETKAX MallieHTOB
¢ BYyJIbrapHbIM MXTHO30M. VM HaobopoT, yacrora
XPOMOCOMHBIX abeppaliuii B KJeTkax 60JbHOTO 0y-
JIEeT TIOKa3aTesIeM CTEMeHN TSKECTH MyTaIliH B Tele
unarrpura. MyTanuu B TeHe CTEPOUHON CYJIb-
datazer (apuncyabdaraser C), ydacTByiouieii B
OKCIIPECCUH U TUAPOJIH3E psifia 3-6eTa-ruapoKCuc-
TEPOUIHBIX CYJIb(haToB — MeTabOJNYECKUX TIPe-
IIECTBEHHUKOB 3CTPOTEHOB, aHJPOTEHOB, X0JecTe-
pojia — OKa3bIBAIOT BJIUSHKME Ha METabOJU3M
TOPMOHAJIBHBIN CTAaTyC OOJBHBIX X-CIIEIIEHHBIM
PEIEeCCUBHBIM UXTHUO30M, UTO TIO3BOJISET TPOBECTU
HapaJiieJid ¢ O0IEeN3BECTHBIMU TaHHBIMU O BbIpa-
JKEHHOM BJUSHUW TOPMOHOB, HAllpUMep, KOPTHU-

Puc. 2. 46, XX, 15ps+

KOCTEPOM/IOB, Ha MHUTOTUYECKHUU IIMKJ KJIETKH,
YMEHBIIIEHUE KOJUYECTBA KJETOK, COJIEPIKAIIUX
MOJIOBOM XPOMAaTHH, CTPYKTyPHbIE W3MEHEHUs
XPOMOCOM.

W3ydeHne CTPYKTYPHBIX aHOMAJINN XPOMOCOM
BBISIBUJIO Y OJHOTO TPoOaHia ¢ MXTHO30M CBEpX-
YUCJIEHHYI0 MUHUXPOMOCOMY HEHU3BECTHOTO IIPO-
HCXOK/IEHUS.

leneasornueckuii aHajM3 MOKas3al OTCYTCTBUE
GOJIBHBIX POJICTBEHHUKOB MEPBOI CTEIEHN POJICTBA
y mpobanza. Poaurenn u 1oub mpobaHga MXTHO3a He
nMmeror. KimHuYeckass KapTuHa JIeMOHCTPUPYET
CHMIITOMBI, XapaKTEPHbIE JIJIsT 8y TOCOMHO-IOMUHAHT-
HOTO BYJIbTAPHOTO UXTHO3A.

B xome nccienoBaHust MAIMEHTOB ¢ UXTHO30M
BBISIBJIEHO /[BA HOCHUTEJISI BAPUAHTOB TIOJTMMOP(U3-
Ma reTepOXPOMATUHOBBIX PAiOHOB aKPOIIEHTPHYEC-
Kux xpomocoM 14 u 15. JI7st ogHol 60JIbHOI ¢ ayTO-
COMHO-JIOMUHAHTHBIM BYJIbTaDHBIM HXTHO30M OT-
MeUeH YBEJIUYEHHBIN CITyTHUK 10 KOPOTKOMY TLJIey
15-if XpOMOCOMBT:

Y wmarepu (XX, 14 ps+) aByx mpobGaHIOB C
X-CIIeIJIeHHBIM PEIECCUBHBIM UXTHO30M BbISIBJIEH
YBEJIUUEHHBIN CITyTHUK 110 KOPOTKOMY Timeuy 14-it
XPOMOCOMBI.

YBemueHune reTepoxXpoMaTHHOBBIX PAHOHOB OT-
JE€JIbHBIX XPOMOCOM MOKET OBbITh (GE30MaCHBIM 10
OTIPE/IEJIEHHOTO COCTOSIHUSI U B 3aBUCUMOCTU OT
FEHHOTO OKPY/KEHMsI MOKET COIPOBOKIATH I1aTO-
JIOTUYECKUE TIPOTIECCh ¢ (DEHOTUITUYECKUMU TIPO-
SIBJICHUSIMU B BUJIE YMCTBEHHOM OTCTAJIOCTH, CIIOH-
TaHHBIX a0OPTOB U APYTUX HAPYIIEHWI, XOTST B3au-
MOCBSI3b YBEJUYEHUsI CIIyTHUKOB aKpPOILEHTPHUUEC-
KHX XPOMOCOM C Pa3JINYHBIMU MATOJIOTUSIMUA OCTa-
eTcsl MaJIOU3ydeHHON U Tpedyer AajbHelImxX 1c-
CJIeIOBAHUIL.

W3BecTHO, O/IHAKO, YTO YaCcTOTa reTepoMopdhus-
Ma 110 BBISIBJEHHBIM OCOOEHHOCTSIM COCTaBJISIET
npumepno 1 : 30 yenoBek. MapkepHbie XpOMOCOMBI
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OTMEYAIOTCS TP KAaPUOTHTTUPOBAHUH JIUIT B YKPau-
HCKUX Tonyssanuax ¢ vactoroir 1 : 500 yenoBek.
B o6rteii rpytie u3 25 GOJBHBIX FeHOAEPMaTO3aMU
U WX POJICTBEHHUKOB BCETO BBISIBJIEHO 4 CITydast 1o-
gumMopbu3Ma ¢ YBETUYEHHBIMU CIYTHUKAMHU TI0
14-it m 15-it xpomocomam, 1 mapkep, 1 memerust
y4acTka OOJIBIIOro 1yieda Y-XpPOMOCOMBI, 4TO B CO-
BOKYITHOCTHU C Pe3yJIbTaTaMu O XPOMOCOMHON He-
CTabUIIbHOCTH TIO3BOJISIET 3aKJIIOYNTH CJIEIYTOIIee:
MYTaI[UH TeHOB, ONPEEISIONINX CTPYKTYPHbIE Oei-
KV KJIETOK W/ BBI3BIBAIOIINE CUCTEMHbBIE N3MEHe-
HUST PETYJISIIIAN TTPOIIECCOB B KJIETKE U TIPUBO/ISIIINE
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.11, Prvykko, B.M. BopoHLI0B
[eHEeTNYHE AOCAIAKEHHS! IXTIO3Y:
LIMTOrEHETUNYHA XAPAKTEPUCTUKA XBOPUX

[TpezcTaBieno pe3yabTaTy IUTOTEHETHYHOTO aHATI3Y 25 XBOPHX Ta IXHIX POJMYIB HA MOHOTEHHi JlepMaTo-
3u. B martienTiB Ha ByJbprapHuil Ta X-34erICHWH iXTiO3 BUABIEHO TeTEPOXPOMATHHOBI MoiMOpdisMu
14ps+, 15ps+, MapkKep HEBiZIOMOTO MOXOJPKEHHS, /IeJIeIlif0 YACTKU BEJIMKOTO T1ieda Y -XPOMOCOMU Ta BUCO-
KUl piBeHb XpOMOCOMHOI HecTabinbHOCTI (1—17 %). TIpoanamizoBaHo MPUUYMHHI 3aTaTIbHOI TEHOMHOI He-
cTabiTbHOCTI TIAIIIEHTIB 3 MOHOTEHHUMHU XBOPOOAMH, SIKi TAKOK MOKHA 3apaXyBaTH /10 MOHOTEHHUX 3aXBO-
PIOBaHb i3 XPOMOCOMHOIO HECTAOLIBHICTIO.

PP. Ryzhko, V.M. Vorontsov
Genetic investigation of ichthyosis: cytogenetic characteristic
of patients

A result of the cytogenetic analysis of 25 patients and their relatives with monogenic dermatoses are pre-
sented in the article. In patients with ichtyasos vulgaris and X-linked ichthyosis found heterochromic poly-
morphisms such as 14ps+, 15ps+, marker of the unknown origin delation of the big Y-chromosome arm
and high level of chromosomal instability (1—17%). Reasons of the general genomic instability in patients
with monogenic diseases that also could be considered as monogenic diseases with a chromosomal instabili-
ty were analyzed.
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