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Pseudoxanthoma elasticum (PXE) is a rare autosomal recessive disease, characterized by skin, retina and cardiovascular manifestations as
a result of ectopic mineralization of elastic fibers of connective tissue. This is a case report of a 17-year-old patient with an isolated skin lesion
and clinical and histological findings that are more typical of PXE. Due to the wide variability of phenotypic manifestations and the high risk
of developing severe cardiac and ophthalmological complications, patients with suspected PXE diagnosis require careful follow-up even if
genetic testing is negative and other diagnostic criteria are not fully met.
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DnacTuyeckas MCeBIOKCaHTOMA (TTKD,
OMIM#264800) — 3TO peaKOe ayTOCOMHO-PELIECCUBHOE
3ab0o0ieBaHUE M3 TPYINbl IUCIUIa3Ui COEAMHUTEILHOM
TKaHU, XapaKTepU3yoIleecs: MPeUMYIIeCTBEHHBIM MTOpa-
KEeHHUeM KOXHU, CeTUYaTKHU IJIa3a U CepAeUYHO-COCYIMCTOM
cuctemnl (CCC). B ocHoBe maroreHe3a JTaHHOTO 3a00-
JIEBaHMSI JIEKUT HapylleHHe IIpoliecca MUHepaIn3a-
LIMY, YTO MPUBOAUT K SKTOMMYECKONW KalbI(bUKAIIUN
U TIOCHeAyIolel AUCTPOMUU 3IACTUYSCKUX BOJOKOH
COeNMHUTENIbHOM TKaHU. PacrpocTpaHeHHOCTh 3aboJie-
BaHus cocrtapisgeT 1/25 000 — 1/50 000 B 3aBUCUMOCTH
OT momyJsauu. Yactora reTepo3uroTHOro HOCUTEIbCTBA
MaTOreHHBIX BapuaHTOB B reHe ABCC6, accolLlMMpoBaH-
Horo ¢ [1K3, naxonutcst B mpenenax ot 1/111 no 1/80.
KeHIMHBI 00JICIOT Yallle MY>KYMH, COOTHOIIIEHUE MEXITY
MaleHTaMU KEHCKOTO M MYXCKOTO II0JIa COCTaBIISIET
2:1. Manudecraumusa ITKD yaiie Bcero mpoucxomuT BO
2-i1 nnm 3-1 nexane xku3Hu. CpeaHuii BO3pacT MOCTaHOB-
KM guarHosa coctasiset 10—15 net [1, 2].

I'eHeTHYecKHe XapaKTepUCTHKH

B 90 % cnyuaeB pazputue [1KD cBsizaHo ¢ Hajau4rem
TOMO3UTOTHBIX WJIM KOMITAyHI-T€TePO3UTOTHBIX Bapu-
aHtoB B reHe ABCC6. B 10 % naGmoneHuit 3aboseBa-
HHUE HacJemyeTcs I10 TCEeBIOIOMMHAHTHOMY TuIry. Kak
MPaBUJIO, Y TeTEPO3UTOTHBIX HOCUTEEH HEe pa3BMBaeTCs
MOJIHBINM cuMnToMokoMItieke TTKD, oHu nMeroT ToJIbKo
OTAENbHbBIE TPOSIBIEHUS 3a001eBaHus [3].

Ien ABCC6 xomupyeT O€JIOK, KOTOPBIM OTHOCHUTCS
K cemeiicTBy ATM®-CcBA3bIBAIOIINX KACCETHBIX TPAHCIIOP-
tepoB (ATP-binding cassette protein, ABC). JlaHHbIi1
0esToK obecreurBaeT 9KCKPEIMI0 U3 KIETKM BO BHEKIIC-
TOYHOE IIPOCTPAHCTBO aneHo3uHTpudocdara (ATD),
KOTOpPBII Ha IMOBEPXHOCTU KJIETKU IIpeBpalacTCs B ale-
HOo3MHMOHOMOChaAT M HeopraHudeckuii nupodocdar
(PPi) mpu momomu MembOpanHoro oenka ENPPI1. PPi
SIBJIICTCSI KJIIOUEBBIM MHTUOUTOPOM MMHEpaIu3aluu
Msrkux TkaHeil. bemok ABCC6 oGecrieurBaeT CHHTE3
npubmsureabHo 60 % PPi B opranusme. HawubGoiee
BBICOKUI YPOBEHB €T0 3KCIIPECCUU OTMEUaeTCs B IIEYSHM.
Heduuur 6enka ABCC6 jieXXUT B OCHOBE HapylleHUs
KaJnbLMpUKALIMY coeTMHUTEbHOM TKanu pu [TKD [4, 5].

B Hacrosiee Bpems onucano 6osnee 300 maToreHHbIX
myTtauuii B reHe ABCC6, oqHako 0oJiee IMOJIOBUHBI Ciiyva-
eB I[1KD cBs3aHO ¢ HOCUTEILCTBOM 2 HaubOoJee JacThIX
BapuaHTOB. Y 25 % MmallMeHTOB Pa3JIMYHbIX 3THUYECKUX
rpynn pa3BuUTHE 3a00JeBaHUSI OOYCIOBJIIEHO BapuaHTOM
¢.3421C>T, p.Argll41Ter B 24-m sk3oHe reHa ABCCO,
KOTOpBIIi TMPUBOAMT K OOpPa3OoBaHMIO IIPEXKICBPEMEH-
HOTO CTOIT-KOJOHA M OOpBLIBY CHHTE3a OCJIKOBOI IICITH.
Jpyroii yactoit myTamuen siBasieTcst Aeaeuus ¢ 23-Tro 1o
29-i1 3k30H (del23-29) rena ABCCO6, ¢ KOTOpPOI CBSI3aHO
28 % I1KD B aMepUKaHCKOI ¥ eBPOIIEMCKOM MOIYJISILII
[2]. B 10 % ciy4yaeB MOJEKYJISIPHBINI TMarHO3 HE YAaeTCsI
MMOATBEPAUTH JaXe y MallMeHTOB C XapaKTepHOM KIWHU-
YEeCKOIM KapTUHOM M3-3a OrPaHUYCHUUN TMAarHOCTUYECKUX
MeTonuK [6].
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Kimangeckne XapakTepucTHKH

Haunbonee xapakTepHbIMU KIMHUYECKMMU IIPOSIBIIC-
Husmu [TKD gaBnsioTcst mopaxkeHus KOXHBIX ITOKPOBOB,
cetyatku ria3a 1 CCC. TsxkecTh (PEHOTUITMYECKUX TTPO-
SIBIGHUI W BO3pacT MaHUGEeCTallud MOTYT BapbUpPOBaTh
B IIIMPOKUX TpeIesiax KaK BHYTPY OMHOW CEMbH, TaK U Cpe-
JIU TTAIIMEHTOB, HE CBSI3aHHBIX KPOBHBIM POACTBOM [1].

Koorcnovie nposieaenus

ITopaxeHue Koxu BeISIBIIsIETCS Y 97—98 % malneHToB
¢ [1K3 u sBisieTcss HanboJee TMarHOCTUIECKU 3HAYMMBIM
MpU3HAKOM 3abojeBaHus. Yaiie BCero rnepBble M3MEHE-
HUs Ha KOXE€ BO3HMKAIOT B JETCKOM BO3pacTe M 3aTeM
MEIJICHHO IIPOTPECCUPYIOT B TeueHMe ku3Hu. Ha Hauab-
HOI cTamuy 3a00JieBaHUS OHM BBHITIAOSIT KaK MEJIKHE
(I—5 mMM) OecCUMITOMHBIE KEATOBAThIe MU TEIECHOTO
1IBeTa MAaITyJIbl, KOTOPhIE 3aTeM CIIMBAIOTCS B OoJiee KPyIl-
Hble Onsiku. ITopaxkeHHast Koxa CTaHOBUTCS JpsiOJIoit
1 MopiuHKUCTON. [lepBbie ouaru, Kak IpaBUIO, BO3HU-
KaloT Ha 3aJHeil 1 OOKOBOIM MOBEPXHOCTU IIeH. 3aTeM
B TIaTOJIOTUYECKUI TTPOIIECC MOTYT BOBJIEKATHCSI KOXHBIE
TMOKPOBBI MMOAMBIIIIEYHBIX U MAXOBBIX CKIAMI0K, JTOKTEBbIX
¥ TIOAKOJICHHBIX SIMOK, OKOJIOMYIIOYHOU ob0sactu. Bos-
MOXHBI TIOPaKEHUsI CIM3UCTON IOJIOCTH PTa, OCOOEHHO
B 00JIACTW HMXHEMN TyObl, a Takxke reHuTanuii. KoxHbie
nedexTel mpu [TKD 0ObIYHO OCTarOTCsI OECCUMITTOMHBI-
MM Ha IPOTSIKEHUU BCEi KM3HM TTAlIMEHTA U TIPEACTaBIIS -
IOT cO00I1 MPEUMYILIECTBEHHO 3CTETUUYECKYIO MPOOJIEMY;,
OJIHAKO OHU MOTYT CBUIETEILCTBOBATh O HAIMUMU BBICO-
KOTO pHCKa TSDKEIbIX O(PTAIbMOJIOTMYECKUX M Cepiaey-
HO-COCYIMCTBIX OCJIOXKHEHUI [1, 2].

Mopdonornueckn mnopaxeHus Koxu npu I[1KD
XapaKTepU3ylTCsl  JAeTeHepaTUBHBIMU  HM3MEHEHUSIMU
3JIaCTUYECKMX BOJIOKOH B CpenHeit TpeTu aepMbl. Cocou-
KOBBI CJION AepMbI He TTopaxkeH. [1py rucTosornyeckom
HCCJIeIOBAaHMY OTMEYUAIOTCS YTOJIIIIEHUE U (hparMeHTaIUsI
3JIaCTUYECKMX BOJIOKOH B CPEIHMX OTAEaX AePMbI (0OHAa-
PYXMBAIOTCS TIPU TTOMOIIY TUCTOXUMUUYECKOTO MCCIEI0-
BaHMS UTS BBISIBJICHUS 37IaCTUYSCKUX BOJIOKOH — OKpacKa
no Beiirepty). OT™MeuaeTcs1 ouaroBoe OTJIOXKEHME COJieit
Kajaplusl (0OHApYXKMBAIOTCS MPU MOMOIIM OKpackKu IO
don Kocca), nHorna BBISIBISIETCS MX TPAHCIMUIEPMaTbHAS
snuMuHaims. KommareHoBbIe BOJIOKHA HE U3BMEHEHHI [7].

Ogpmaavmonoeuueckue nposieaenus

HavanbpHbIM H3MeHEeHUEeM B I1a3ax nauueHToB ¢ [1KD
SIBJIICTCST MYJIbTU(OKAIbHAS TOYeUHasT KaablU(UKAIIAS
MmeMOpanbl Bpyxa Ha 3agHem Tojtoce riasa. HambGonee
pacnpocTpaHEeHHBIMU INIa3HbIMU cumnTomMamu [1KD
CIyXaT CUMIITOM aIleJIbCMHOBOM KOPKM JIMOO MaKyJsIp-
Hasl IUCTpodus ceTYaTKU M aHTHUOMIHBIe TToochl (AIT)
Ha ceTyaTke, KOTOpble IIPUCYTCTBYIOT B 89—96 % HabJ110-
neHuii. Jlpyre d4acTble MPOSBICHMSI — IMIMEHTHAs
JlereHepanusi CeT4aTKu, Apy3bl 3puteabHoro Hepsa (3H),
aHruorpacduyeckass KapTMHa B BHMIIE «XBOCTOB KOMETHI»
[8]. AIT MmoryT mpuBOAUTH K Pa3BUTHUIO CYyOpEeTUHAIBHOMI
XOPUOUIAIBHON HEOBACKYJISIpU3allMU, KPOBOU3IUSIHUNA
U TIOCEOyIoIIel IMoTepe LIeHTPaJbHOTO 3peHus. Puck
pPa3BUTHSI HEOBACKYJISIpM3allMU TIOBBIIIAETCS C BO3pac-
toM. Kak npaBuno, y mauneHToB ¢ [TKD 3peHue ocraercs
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COXpaHHBIM Ha IMPOTSKEHUM IIEPBBIX YETHIPEX NeCSITH-
JICTU# KU3HU, 3aTeM OHO MOXET Pe3KO CHIKaTbes [9].
IToutn y Bcex OoJbHBIX HaOomaercst codyetanue All
1 nopaxkeHuit Koxu [2]. IlepBble mpu3HAKK MOPaKEHUS
IJ1a3 OOBIYHO TOSIBIISIIOTCS 32 HECKOJIBKO JIET 10 KOXKHOM
MaHudecTaluu 3a001eBaHUs U, KaK IMPaBUIIO, HOCST JIBY-
CTOpOHHUI xapakTep [8].

Ilopascenue cepoeuno-cocyducmoii cucmemol

CepIeyHO-COCYANCThIE CUMITOMBI BKJIIOUAIOT TOTE-
plo  TepudepruyecKOoro IyJibca, IePeMEeXXaroIylocs
XpOMOTY, PEHOBACKY/ISIDHYIO TUIEPTEH3UIO BCJCICTBUE
YAaCTUYHOUW WJIM IOJHOMU OKKJIIO3UMM IMOYEUYHBIX apTepUid,
CTEHOKApAWI0 U pexe — MHGApKT MUOoKapaa. Takxke

Juaenocmuueckue kpumepuu I[1KD (no D.P. Germain) [6]
Diagnostic criteria for PXE (according to D.P. Germain) [6]
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MOXET BO3HUKHYTb UIIEMUYECKOE TTOPAKEHNE FOJJOBHOTO
MO3ra U XeJIyIOYHO-KHUIIEYHOrO TpaKTa. DTU IPOsIBIIe-
HUSI SIBJISTFOTCS CJIEACTBMEM YCKOPEHHOTO aTepoCKiiepo3a
C MUHEpaAIU3aLUEN BHYTPEHHEN 371aCTUYECKOM TIAaCTUH-
ku aprepuii. CCC mopaxkaeTcs pexe, 4eM Koxka U IJa3a.
ITepemexaromasicas xpomora HaOmomaercs v 7—30 %
nauueHToB. CUMIITOMBI o cTopoHbl CCC 00BIYHO MOSIB-
JISIIOTCST HA TPEThEeM NEeCATUICTUM XKU3HMU [2].

JInarHocTHyecKne KpuTepun

Junarno3 ITKD craBuTCca Ha OCHOBAaHMU XapaKTEPHBIX
KJIMHWYECKUX Mpu3HaKoB. B 2017 I. mpeaytoxkeHbl AMardoc-
TUYECKME KPUTEPUU, IIPEACTaBICHHbIE B Tabuiie [6].

Boubline AMarHocTHYECKHE KPUTEPUH
Major diagnostic criteria

1. Koxka

a. ’Kenrosatele nanyJibl U/Ujin OJAIIKY Ha OOKOBOI CTOPOHE 1eH U/MJIN CrUOaTeIbHbIX TOBEPXHOCTAX; MIIN
6. Hannuue cxoriennit pparmMeHTHPOBaHHOTO MOP(HOIOrMYECKH MOBPEXAEHHOTO IAaCTUHA U KaJIbLIM(bUKALIUY JIaCTUYECKUX BOJIOKOH MPU

TUCTOJIOTMYECKOM MCCIIeJOBAHMM OMONTaTa TOPaXXeHHO! KOXN
1. Skin

a. Yellowish papules and/or plaques on the side of the neck and/or flexor surfaces; or
0. Fragmented morphologically damaged elastin and calcification of elastic fibers in a biopsy of the affected skin

2. Iaza
a. CUMIITOM <«areJIbCMHOBOM KOPKI» ; WJIN

0. > 1 AIl, cooTBeTCTBYIOLIMX AMaMeTpy Aucka 3H uiau npeBblaolmx ero (MoATBEpKAaeTCs MPU MOMOIIM (hyiyopeclieHTHOI aHTuorpaduu nin

aHruorpaduu ¢ HIOLMAHMHOM 3€JICHbIM)
2. Eyes
. Peau d’orange of the retina; or

a
6. > 1 angioid streak (AS) each at least as long as optic disc diameter (confirmed by fluorescein angiography or indocyanine green angiography)

53]

. [eneruka
. BuannenpHas maroreHHast myrauus B reHie ABCC6; v

w o

. Genetics
. Biallelic pathogenic mutation in the ABCC6 gene; or

. PoacrBeHHUK 1-it IMHUM (pOAMTEINb, CUOJIMHI, PEOCHOK) C IMOATBEPXKACHHBIM ArarHozom [TKD

a
0. First-degree relative (parent, sibling, child) with a confirmed diagnosis of PXE

MauJble IMarHOCTUYECKHE KPUTEPUI
Minor diagnostic criteria

. aza
. Onna ATl kopoye 1ruaMeTpa 3puTeJIbHOTO IUCKA; WU
. > | «<koMeT» Ha ceTyaTKe; UJIu

. Eyes

. One AS shorter than the optic disc diameter; or
. > [ “comet” in the retina; or

. > [ “wing signs” in the retina

(AR~ OV —

N R

. [enetuka

a. MoHoaJsuteibHas maroreHHasi Myrauus B rene ABCC6
2. Genetics

a. Monoallelic pathogenic mutation in the ABCC6 gene

.> | o4aroB KpbUTOBUIHOI TUTIEpIIUTMEHTAINY 110 Xony All Ha ceTuaTke

ITocTaHoBKa TMarHo3a
Requirements for the diagnosis

a. OKoHYaTeIbHBIN AUATHO3

> 2 GOJIBIINX KPUTEPUEB U3 Pa3HBIX KATETOPUi (KoXka, I1a3a, TeHeTUKA)

a. Definitive diagnosis
> 2 major criteria from different categories (skin, eyes, genetics)

0. [1peamnonoXuTeIbHbIN IMarHO3

Hanuyue aByx 60J1bIIMX KPUTEPUEB U3 OJHOM KaTeropuu (Koxa Jinbo riasa); win
Hasnmune oHOTO GOIBIIOTO KPUTEPHSI M OHOTO WK 00Jiee MaIbiX KDUTEPUEB, HE BXOISIINX B TY € KATETOPHUIO, YTO U OOJIBIION KPUTEPUit

0. Probable diagnosis
Two large criteria from the same category (skin or eyes); or

One major criteria and one or more minor criteria not in the same category as the major criteria

B. BO3MOXXHBIIT TUarHo3

Hayiimuume ogHOro 601b1IOT0 KPUTEPUST; UITU
Hanuyue onHoro wim 6osiee MalibIX KpUTEpUEB
6. Possible diagnosis

One major criteria; or

One or more minor criteria

Knuunyeckue Habnwopenus // Clinical cases
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Jucppepenyuarvnasn ouacnocmura

Koxxnbie uameHenus, xapakrepsoie 1is1 [1KD, HeoO-
xoaumo nuddepeHIMpoBaTh ¢ APYrUMU COCTOSIHUSIMU,
XapaKTepU3YIOIIMMUCS HapyIIeHUeM MMHepaIu3alliu.
C mytaumsamu B reHe EFNPPI cBsizaHa reHepaiu30BaH-
Hasl apTrepuajbHasg KaJlbLUMHALMUI Yy OETEU TIPYIHOTrO
Bo3pacta (Arterial calcification, generalized, of infancy,
1, OMIM#208000) — ayrocoMHO-pelLieCCUBHOE 3a00Je-
BaHUE C paHHell MaHMdecTalyeil B mpeHaTaIbHOM JIMOO
paHHEM MOCTHATAJIbHOM MEPUOJAE U IJIOXUM TTPOTHO30M
¢ rubesbio MaiyeHTa B Bo3pacTe 10 rojga. Cxoxuii ¢peHo-
TUII MOXET pa3BUBaTbCA M Yy MALIMEHTOB C OHasUIeb-
HbIMU MyTalussMu B reHe ABCC6 (Arterial calcification,
generalized, of infancy, 2, OMIM#614473), moatomy
HEKOTOphIe aBTOpbI cuuTaroT ENPPI-accolimnupoBaHHOE
cocTostHUe reHeTrndeckoit popmoii I[TKD [6, 10]. YV manu-
eHTOB ¢ MyTauusamu reHa GGCX pasuBaetcs [TKD-mo-
JIOOHOE COCTOSTHME C TIPEUMYIIECTBEHHBIM MOPaKEHUEM
koxu (Pseudoxanthoma elasticum-like disorder with
multiple coagulation factor deficiency, OMIM#610842).
KoxxHbIe TIOKpOBBI MpU 3TOM 3a00JIeBAHUU CTAaHOBSITCS
IPSOABIMUA 1M M30BITOYHBIMU B Pe3yJibTaTe MUHEpaIn3a-
LIMY CPETHMX CJI0EB AePMbI. XapaKTepHOIl 0COOEHHOCTHIO
SBIsgeTCsl BUTaMUH K-3aBUCUMBIN nedeKT Koarysiuu.
Tun HacaenoBaHMUs HEU3BECTEH [6].

Jpyrumu 3a00JeBaHUSIMU, JUISI KOTOPBIX XapaKTepHO
HapylleHMe MUHepalu3alluu, SBISIOTCI HOpModoc-
dareMUuecKnii CeMeMHBIN TyMOpaJbHBIN KalbLIMHO3,
BO3HMKAIOIIMI B pe3yasraTe MyTanuii reHa SAMD9
(Normophosphatemic familial tumoral calcinosis, NFTC,
OMIM#610455), u nepuuur CD73 n3-3a myTaiuii B reHe
NTS5E, npuBoagnii K KaablLIMHALIMKA CYCTABOB U apTepUit
(Calcification of joints and arteries, OMIM#211800) [10].

Cxoxasl TUCTOJIOTMYEeCKass KapTUHA KOXHBIX M3Me-
HEHMI TUIIMYHA JUIS CpeIHeIepPMaJIbHOIO 3J1acToM3a —
pPENKOro HeHAacJIeACTBEHHOIO 3a00JeBaHuUs, KOTOpPOe
XapaKTepu3yeTcsl TOSIBICHUEM Y4YacTKOB MCTOHYEHHOM
MOPIIMHUCTOM KOXM B pe3yiabTaTe OeCTPYKLMHU 3Jia-
CTUYECKMX BOJIOKOH CPEIHHUX CJIOeB AepMmbl. [laTomo-
TMYECKUEe OvYaru 4vaille BCero pacriojlaraloTcs Ha Iiee,
TYJOBUIIE M BEPXHUX KOHEUHOCTSX. 3aboeBaHHUE, KaK
MPaBUJIO, IIPOTEKAeT O6CCUMITOMHO U HE COITPOBOXKIACT-
cs mopaXkeHueM BHyTpeHHux opraHos [11]. Kpome Toro,
[MKD-nonobHbIe M3MEeHEHUST OMMCAHbI MPU KaJbLU(pU-
JIAKCMM U Yy TIAlIMEHTOB, IOJIyYaBIIUX JEUYeHUE TMEHU-
HuIaMuHoM. Takke (pparMeHTalusl U 1e30praHu3alus
9JIACTUYECKMX BOJIOKOH HAOJIOJAIMCh TIPU Pa3IMYHBIX
BOCHIAJIMTENILHBIX 3a00JIeBaHMSIX, BKJIIOUasl JUMOAEpMa-
TOCKJIEPO3, KOJBIEBUIHYIO TPaHyJIEMY, ITyOOKYIO (hopMy
Mopdea, y3JI0BaTyI0 3pUTEMY, CeNTaIbHbIN TAHHUKYJINT,
He(poreHHbI CUCTEMHBIN (GUOPo3 [7].

WUsmenenus cetuyarku, Habmomaembie pu [1KD, He
SIBJISIIOTCSI TTATOTHOMOHUYHBIMM M MOTYT BCTpeYaThCs
NpU JAPYIUX COCTOSTHUSX — CEPIIOBUAHO-KIJIETOYHOU
aHemuu, Tajlaccemuu, Oone3Hu Ilemxkera, cuHApPOME
Mapdana, cungpome Diepca—JlaHaoca U OTpaBIeHUU
CBUHLIOM [6].
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Knunanyeckwnii ciyqait

Tlayuenm IlI., ospacm 17 nem 1 mecay. Obpamuncs
€ JHCanobamu Ha UsMeHeHUs KoJcu nepeoHeii no8epxXHoCmu
weu. CeMeliHblil GHAMHE3 NO KOJCHbIM U HACAEOCMBEHHbIM
30001€6aHUSIM He OMS20UleH.

Anamues 3ab0n1e6anus: enepsvie 6 so3pacme 13— 14 rem
OMMEHanoch noseaeHue 04aeo8 OpsdA0CmuU, PACMANCEHUS
Kooicu nepedueii nosepxHocmu uleu. YkazauHole uzmeHe-
HUsi coxpaustomes no Hacmosuwee epems. CyOseKxmusHvix
acanob e npedessasem. Co c106 nanvl, y Malsb4uxa omme-
yaromes Hagsa34ugbvle delicmeus 6 sude NOMUPAHUS KOXCU
ueu.

B 6o3pacme 15 nem KoHCcyabmuposaH 0epmMamooHKO-
noeom DPI'BY «HMUI] ouxonoeuu um. H.H. Broxuna»
Mun3zdpasa Poccuu, na ochosanuu KauHuueckux OAHHbIX
3anodo3pena IIKD. Jlrs ymounenus duaenoza nposedera
ouoncus ouaea nopaxcenus. B xode onepayuu évinoaneno
00HOMOMEHMHOE UCCeHeHlUe U YUUBAHUE USMEHEeHHbIX MKA-
Hell K0JCHO20 NOKP08A NOPAdNCeHHOU odaacmu.

Coenacno  pesysvmamam  2UCMOAOSUMECKO20 UCCAe-
dosanus npu okpacke no Beiieepmy (Weigert) 6 cpedueii
u 2nyooKoi yacmu 0epmvl OMMeHarOMcss 0e30p2aHU3AYUs,
ymoaujeHue U QpacMeHmayus 31acmu4ecKux 6040KOH
(puc. 1-3). Boiasnrennvle mopgonocuveckue usMeHe-
Hus moeym umems mecmo npu IIKD, cpednedepmanvrHom
anacmonuse u Opyeux 3a004e8aHUSX, CONPOBONCOAUUXCA
paspyuienuem u gppaemenmayueti 31acmu4eckKux 6010K0H.

Puc. 1. Buonmam roxcu. Boipaxcennas nceedosnumenuomamosnas sunep-
naazus snudepmuca. OKpacka 2eMamoKcusuHoOM U 203uHom, % 80

Fig. 1. Skin biopsy. Severe pseudoepitheliomatous hyperplasia of the
epidermis. Staining with hematoxylin and eosin, x 80

IlIpogedeno monekyaapuo-eeHemuueckoe uUccaed08d-
HUe — CeKBeHUPOBAHUe KAUHUYECK020 IK30MA MemoooM
ceKeenuposanus Hoeoeo nokoaeHus (Next-Generation
Sequencing, NGS), coenacno Komopomy KAUHUYECKU
3Hauumblx eapuanmog e eene ABCC6, accoyuuposarHHom
¢ pazeumuem I1KD, ne evissreno. Kiunuuecku 3Hauumbix
8APUAHMO8 6 2eHaX Opyeux HaAcAedCMEeHHbIX 3a001e6aHU,
CBA3AHHBIX C HAPYUIEHUEM MUHepalu3ayuu, makice He
ob6Hapyxucero. Obcaedosanue Ha npedmem HOCUMENbCMBA
yacmoii deseyuu 23—29-20 3x301n06 eena ABCC6 ne npo-
800UN0CH.
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Puc. 2. Buonmam koxcu. Inybokue yuacmku cemuamoeo caosi oepmol.
Dkma3zus cocydos, NepusackyaapHAs AUMPOUUMAapHas UH@UAbMPayus,
VMOAUWeHUE KOANAEHOBbIX BON0KOH U 0e30P2AHU3AUUS IAACIMUHECKUX 8010~
KkoH. OKpacka eeMamokCcuauHom u 303uHom, X 200

Fig. 2. Skin biopsy. Deep areas of the reticular layer of the dermis. Vascular
ectasia, perivascular lymphocytic infiltration, thickening of collagen fibers and
disorganization of elastic fibers. Staining with hematoxylin and eosin, x 200

Puc. 3. buonmam xoxcu. Jlezopeanuzayus, ymoauienue u paemenmayus
21aCMUMECcKUX 8010KO0H 6 cpednell uacmu depmot. Okpacka no Betieepmy, < 300

Fig. 3. Skin biopsy. Disorganization, thickening and fragmentation of elastic
fibers in the middle part of the dermis. Weigert staining, x 300

Status localis: namonoeuueckuili npouecc 10KANU308AH
Ha Kodce nepedHeil nogepxHocmell uwieu, npeocmasieH
obuupHvIM ouaeom opsoaocmu koxcu. Ilopajxcennas Koxca
YMEPEeHHO NUSMEeHMUPOBAHA, UMeem MOPUUHUCbLIL 8UD,
3HauumMenbHo nposucaem (puc. 4).

B coomeemcmeuu ¢ @vicmagaeHHbIM  OUACHO30M
ManvMuKy npogedeno HeobXooumoe AaOOPAMOPHO-UH-
cmpymenmansHoe 00caedosanue 045 UCKAHOUEHUS MYAb-
MUCUCMEMHOCMU NPOueccad, C813aHH020 ¢ abbepaHmHol
MuHepaaruzayuel u oucmpoguel 31acmuveckKux G0A0KOH
€ocy008 u mKawet.

Ob6caedosanue: KAuHUYeCKUe AHAAU3LL KPOBU, MOHU,
ouoxumMu4ecKuil aHaiu3 Kposu OMKAOHEHUU He BblseUNl,
8 MoMm uucae He 0OHAPYICEHO OMKAOHEHUI 8 YPOBHAX KANb-
yus u gocgopa.

st uckaroueHuss nopasceHuss 0peaHa 3peHusi, Ceoli-
cmeennoeo I1KD, nayuenmy npoeeden ogpmanvmonoeu-
yeckuii ocmomp. Coenacno pe3yrsmamam Uccae008aHus
usmenenuil cemuamxu — All, karvyunamos xopuoudeu He
obuapyxcerno (puc. 5, 6). 3penue coxpanno: OU = 1,0 6e3
KoppeKuuu.

1’2024

TOMAVOL. 11

Puc. 4. Ilamonoeuueckuii ouae Ha Kojice nepedrell NOGepXHOCMU uieu

Fig. 4. Pathological focus on the skin of the anterior surface of the neck

Puc. 5. Pesyavmamer uccaedosanus eaasnoeo ona. OU — duck 3H 6aed-
HO-P0306020 Uema, PaHuybl HECKOAbKO CMA3aHbl HO X0y COCYOUCMO20
nyuka, skckasayuu Hem. Kaauobp cocydos ne usmernen. MZ — ece pegaexcol
COXPAHeHbl, 8 3e1eHOM c8eme Xopouiee Jceamoe OKPauueaHue, 6 NOASPU30-
eannom ceeme «ujemxu laiiouneepa» euonvl. AIl nem

Fig. 5. Fundus examination results. OU — the optic disc is pale pink, the
boundaries are blurred along the vascular bundle, without excavation. The
caliber of the vessels has not been changed. MZ — all reflexes are preserved,
in green light there is a good yellow color, in polarized light “Haidinger
brushes” are visible. There are no AS

Puc. 6. Pezyavbmamor uccaedosanus enasnoeo oHa. B pexcume aymogayo-
pecuenyuu OU namonoeuveckux usmeHeHuil Ha ypoeHe NUeMeHmMHO20 INu-
menusi He 8blsi61eH0. Yuacmkoe euno- u eunepghryopecyenyuu Hem

Fig. 6. Fundus examination results. In the autofluorescence mode, OU no

pathological changes were detected at the level of the pigment epithelium.
There are no areas of hypo- and hyperfluorescence

Knuunyeckue Habnwopenus // Clinical cases
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Yavmpaszeykoeoe uccaedosanue wumosuoHol Jiceneswl,
neuenu, nooxceayO0O4HOI Jcenesnl, Cene3eHKl, NOUeK He Bbls-
8UN0 NAMONOSUYECKUX USMEHEHUT.

B yensx uckarouenus pazeumust 0CA0ICHeHUI 6ciedcmeaie
KanbyuHAyul 31acmu4eckux 6010KOH KPOBEHOCHbIX COCYO08
u npoaugepauuu ux uHmumsl nposedero oocaedosanue CCC
(anekmpokapouoepamma ¢ Haepy3Koi u 3xoKapouozpaghus
¢ donaepocpaghueii), maxiice He 8blagUEUICe OMKAOHEHUI.

Ha ocroeanuu dannbix npogedeHHo20 KAUHUKO-1a060pa-
MOPHO-UHCIMPYMEHMANbHO20 00CAe008AHUS MOICHO COeAAmMb
3aKAOUeHUe, 4MO OGHHbI KAUHUYEeCKUL CcAy4ail Modicem
ceudemenvcmeosams o dedrome IIKD 6 eude nopaxcenus
UCKAKHUMEAbHO KOXUCHO20 NOKPOBA. YuUumuvleas 603MONCHbLI
npocpeccupyroujull XxapaKxmep npoyeccd, cés3aHH020 ¢ nAmo-
A02UHECKOll KanbyuHayuel 21acmuyecKkux miauell eaas,
cocydoe napeuxumamo3uoix opeanos, CCC, marvuuxy noka-
3aHO pe2yaspHoe OUCnaHcepHoe Habarderue u 06credosaHue
8 YeasIX C80eBPEMEHHO20 GbIABACHUS OCAONCHEHUI.

O0cyxKaeHne

[MIKD — crmoxHoe MyJIbBTHCHUCTEMHOE 3a0oJieBaHUE,
IMArHOCTHKA KOTOPOIO YacTO BBHI3BIBACT 3aTPyIHEHHE
BBUIY TMOJIUMOPGHOCTA KIMHUYECKUX TIPOSIBICHUIA.
B nacTtosimuii MOMeHT He cyuiecTByeT 3(h(GeKTUBHOIM
sTHoTponHoM Tepanuu [TKD, omHaKo manreHTaM ¢ 3TUM
3a00JIeBaHEM HEOOXOIMMO TIIATeIbHOE IUCIIaHCEPHOE
HaOJIOACHUE M3-3a BBICOKOIO PUCKa Pa3BUTUS OCJIOX-
HeHuit co croporsl CCC u rias.

Jnst cHUXXKeHUs pUCKa HeoOpaTUMO TMOTepU 3pe-
Hus y namueHToB ¢ IIKD BO3MOXHO NpuMeHeHUE
antu-VEGF-npennaparoB. HaunHaTh Tepanuio HeoOXo-
JIMMO B OTHOCUTEJIBHO MOJIOZIOM BO3PACTe HA HAYAJIbHBIX
9Tamnax nmopaxkeHus cetyaTku. MHTpaBUTpealbHOE BBe-
JIeHue paHuOusymaba, KOTOPBIM IoKa3aH sl JIeYeHUs
XOPUOUOAIBLHOM HEOBACKYISIPU3ALUU PA3IMYHON 3THO-
JIOTUU, MPUBOAUT K CTAOMIM3ALIUU 3pEHUS Y MMAllUEHTOB
¢ [TKD [12]. MauuenTtam ¢ [TKD HeobxoauMo n3berarhb
TYIBIX TPaBM IJla3a TP 3aHSITUSIX CIIOPTOM M APYTUX
BUOAX NESITEIbHOCTH, TaK KaK 3TO MOXET MPUBOIUTH
K IIPOrPECCHUU TTaTOJOrMYecKoro npoiecca [6, 13].
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IMaumnenrtam ¢ [KD ciaegyeT HaxoaAUThCSA MOA IMHA-
MUYECKUM HaOII0leHeM KapaKoJiora BBUAY BbICOKOIO
pUcKa pa3BUTUS TUIIEPTOHUHU, MIIEMUYECKON OOJIe3HU
cepaua ¥ MH(papKTa MUOKapaa B MOJOIOM BO3pacTe.
Kpowme Toro, Takue 601bHbBIE TPEOBIBAIOT B IPYIITIE BHICO-
KOI'O pYCKa M0 Pa3BUTHUIO FeMOPPArndecKOro CUHAPOMa
M UIIeMu4YeckKoro mHcynbra [14]. Hiasg MUHUMM3ALUUA
auckoMdopTa IO MOBOAY IMOPaXKeHMIl KOXHU I0Ka3aHO
MpUMEHEHNE XMPYPruyeCcKnX BMeIIaTeabeTB [15, 16].

Bce manumenTtsl ¢ momo3peHueM Ha ITKD gomkHBI
MPOXOIUTh MEIUKO-TeHETUUYECKOEe KOHCYJIBTUPOBAHME.
Ipn wamuuum I[1KD B ceMbe BO3MOXKHaA JOPOAOBAs
auarHoctuka. HecMoTpst Ha HajiM4yye M3BECTHBIX YaCThIX
BapuaHTOB MyTaluii B reHe ABCC6, MmeTo10M BEIOOpaA TSI
MOKMCKa TOYKOBBIX MYTallMil SIBIISICTCSI CEKBEHUPOBaHUE
9K30MOB JIM0O0 IaHeleil ¢ 00s13aTe/IbHBIM BKJIIOUEHUEM
TeHOB JPYTUX 3a00JIeBaHUM, CBSI3AHHBIX C HAPYLIEHU-
eM MuHepaau3auuu. s moucka KpPYIHBIX IeIeLnit
KCIIOJIb3YETCSI METOJ MHOXECTBEHHOM JIMra3Ho-3a-
BucuMoii amrudukamuu (Multiple Ligation Probe
Amplification, MLPA). BBuagy orpaHmueHuii MeTOIUK
OTpMILATEIbHBINA PE3yJIbTaT F€HETUYECKOIOo TeCTUPOBA-
Hus He uckiovaet [TKD B ciiyyae cOOTBETCTBUS KIUHM -
YECKOW KapTUHBI IPYTUM JUATHOCTUYECKUM KPUTEPUSIM.

3akioueHne

B Hacrogieil craTbe TpeacTaBlieH KIMHUYECKUIA
cyJyail M30JIMPOBAHHOIO MOPaXKeHMUs KOXH Y MalleHTa
17 net ¢ KIMHUYECKUMU U TUCTOJIOTMYSCKUMU TTpU3Ha-
KaMM, B OOJIbIIEH cTereHu xapaktepusytomumu [TKD.
BBuny mupokoii BapuabeIbHOCTH (PEHOTUIIMYECKUX
MPOSIBICHUIT M BBICOKOTO DPHUCKA PA3BUTHUS TIKEIBIX
KapaUOJOTUYECKNX U ODTaATbMOJOTMYCCKUX OCJIOXK-
HeHuit 6onbHBIe ¢ momo3peHueM Ha [1KD HyxmaloTcs
B TIHIATEJIbHOM AWHAMWYECKOM HaOJIONEeHUM Aaxe IMpU
OTPUILIATEILHOM pe3yJbTaTe TeHETUUYEeCKOTO TEeCTUPO-
BaHUS U OTCYTCTBHUM TIOJHOIO COOTBETCTBUSI IPYTUM
IUArHOCTUYECKUM KPUTEPUSIM 3a00JIeBaHUSI.
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