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JlerikoHuxns npepctaBnsaeT cob60K NOsBEHME Ha HOITEBLIX MacTMHAX y4acTKoB 6enoro useta. [JaHHbIn
TUN OHUXOAUCTPOIUM UMEET pa3Hble aHATOMUYECKNE N MOPPOIOrn4ecKne TUnbl U MOXET BbITb
06YCnoOBMEH UeNbiM PAAOM Kak 3K30reHHbIX, Tak U SHOOreHHbIX pakTopoB. dnarHocTnka NemKoHUXmnu
KaK KITMHMYEeCKOro CMMNTOMA NopaXkeHus HOrTel He nNpeacTaBnsaeT TpygHocTen. OgHako B psage
CllyYaeB Hanu4ume y naumeHTa nopaxeHus Hortem no Tuny NemKoHNXmum TpebyeT 6osee NpucTanbLHoro
BHUMaHwUs. Ecnv npnobpeTeHHas NEMKOHUXNA Yalle BCero aBfseTcs pe3ynsraToM MexaHn4eckoro
NoBpeXAeHNA MaTpULLbl HOFTS, TO BPOXAEHHASA TIEUKOHUXUSA, MOMUMO MANONATUYECKOTO TEYEHUS, MOXET
ObITb OQHMM U3 MPUIHAKOB TAXENON HAaCNeACTBEHHOM NaTtonorn. BpoxaeHHas NemkKoHUXUA MOXeT
BbICTYrMaTb YaCTbiO PA3SINYHbIX HACNEACTBEHHbIX 60ME3HEN U CUHAPOMOB, ABASASCL OOHUM N3 MPU3HAKOB
uUnm o6sa3aTenbHON cocTaBnsaioLLen 3abonesaHus. HecmoTps Ha 6€CCUMNTOMHOE TeYEeHUE U OTCYTCTBUE
pucKa ans XXnU3Hu No CPaBHEHUIO C APYrMMUN KIMHUYECKUMU NPOSBEHUAMN HACNeACTBEHHbIX
CUHOPOMOB 1 60Ne3HEN, ANarHOCTUKA NTENKOHUXUU MOXET NMOMOYb BpayaM pasfnyHbIX creunanbHOCTEN
BbIIBUTb CUHOPOMASIbHYIO NMPUPoAY AaHHOro pacCTPOMCTBa C fanbHeWLen opraHnsaumen
ONarHoCTUYECKOro nomcka apyrux KOMNoHEeHTOB npeanonaraeMoro 3abonesaHus. [laHHbIN BONPOC
0COBEHHO BaXeH Mpun MeXAncUmnniIMHapHOM B3auMoOenCTBUM Bpaden pasfinyHbIX cneunansHOCTeN,
0COBEHHO B cny4asix TpyoHOCTEN B NOCTAHOBKE AMarHo3a. B ctatbe paccMOTpeHbl HacnNeaCTBEHHbIE
3a60neBaHNs U CUHLAPOMbI, XapaKTepU3yoLLMecs Hanmumem NeNKOHUXNKN y naumneHToB, npeacrasneHa
KpaTtkas nHdopmMaums 06 aTmonaToreHese u KIIMHNYECKOW KapTUHE faHHbIX PacCTPOMUCTB.

KntoyeBble cnoBa: neitkonnxus; FLOTCH-cMHApOM; OHMXOAMCTPOMUM; HAaCNEeACTBEHHbIE CUHAPOMbI
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Leukonychia is the development of white patches on the nail plates. This type of onychodystrophy has
different anatomical and morphological types and may be caused by a variety of both exogenous and
endogenous factors. Diagnosis of leukonychia as a clinical symptom of nail damage is not difficult.
However, in some cases, the presence of leukonychia in a patient requires closer attention. While
acquired leukonychia is most commonly the result of a mechanical damage to the nail matrix, congenital
leukonychia, in addition to its idiopathic nature, can be a sign of severe hereditary pathology. Congenital
leukonychia may be part of various hereditary diseases and syndromes, being one of the symptoms or
an essential component of the disease. Despite the asymptomatic course and lack of life-threatening

risk compared to other clinical manifestations of hereditary syndromes and diseases, the diagnosis of
leukonychia can help multidisciplinary physicians to identify the syndromal nature of this disorder, with
further organization of the diagnostic search for other components of the suspected disease. This issue
is especially important in the interdisciplinary collaboration of physicians of various specialties, especially
when diagnosis is challenging. The article discusses hereditary diseases and syndromes characterized by
leukonychia in patients, and provides summary on the etiopathogenesis and clinical presentation of these
disorders.
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M Beepenve

JlenkoHnxusa npepctasnseTr cobor TN AUCTpodunn
(oncxpoMmn) HoOrTen, Npu KOTOPOM Ha HOrTEBLIX Mna-
CTUHaxX oTMe4aeTcsl NosIBfieHne y4acTkoB 6enoro useta.
JIeMKOHNXMA KakK KIIMHWYECKUA CUMMTOM Heof4HOpoAHa
N MMeeT pasfnyHble Knaccudumkaumm B 3aBUCUMOCTU
OT KNMHMYECKMX NPOSBEHUA 1 NloKanusaumm naTonoru-
Yyeckoro npouecca. CornacHo Mopdonorm4eckon knac-
cudmKauum nenkoHMxXusa nogpasfenserTcs Ha o4aroByio,
NoNOCOBUAHYI0 (MPOOOMbHYD U MOMNEpPeYHyo) U cy6To-
TanbHyto/ToTanesHyto [1] (puc. 1).

AHaTommyeckas Knaccudukauus BolgensieT MCTUHHYIO,
Ka>KyLLytOCS/NIOXHYIO U MCeBR0NenKoHmxuio [2] (puc. 2).

CuvHOpoM-accoumMmpoBaHHas NEVKOHNXUS — YCnoB-
Hoe 0603HayeHne M3MEHEeHWs LBeTa HortTen npu pas-
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NINYHBIX HacneacTBeHHbIX 3a60neBaHusX U CUHOpoMax.
[aHHble U3MEHEeHUss HOrTe MOryT BbICTynaTb AOMOMNHK-
TenbHbIM NPU3HAKOM 3aboneBaHus NM60 ABNATLCA Of-
HUM N3 ero obsa3artenbHbIX COCTaBNALLWMX. Halle Bcero
CUHOPOM-accouuupoBaHHas fenKoHUXmMs npeacraBnsieT
CO60M UCTUHHYIO, Cy6TOTaNbHYO/TOTaNbHYIO NENKOHUXMIO
M MOXET BO3HMUKATb KaK Ha BCEX, TaK U Ha HECKOMbKMX HOT-
TEeBbIX MNacTUHaX KUCTEN 1 cTon. JaHHbIi Mopdonoruye-
CKUA U aHAaTOMUYECKUI TUN NENKOHUXUU KakK NposiBlieHne
HacnefACTBEHHbIX 3a60fieBaHUA U CUHOPOMOB, MO BCEK
BUOMMOCTU, OBYCNOBMEH CBA3AHHLIMU C 60MIE3HbIO FeHe-
TUHECKUMN hakTopaMu, KOTOpbl€ BAUAIOT Ha MpPOLEcChI
JeneHuns Knetok B marpuue Horta [3]. JuarHocTuka nen-
KOHUXUWN KakK KIIMHMYECKOro CUMNTOMa He npeacraBnsieT
TPYQHOCTEN B CBA3WU C OOCTYNHOCTbIO 06/1aCTU OCMOTpa

Fig. 1. Morphological classification of leukonychia: a— focal leukonychia; 6 — streaked (longitudinal) leukonychia; 8 — total/subtotal leukonychia

I Puc. 1. Mopcbonorinieckast Knaccudikaiag NEVkoHUXIA: 8 — 04aroBast JIEMKOHUXYSE; O — MoNoCOBIIHas! (MPO0MbHas) NEVKOHIXWS; B — ToTanbHas/CyGTOTaNbHAR NEVKOHMXIA

a

Puc. 2. AHaToMinyeckast Knaccuchmkauust NefKOHUXNIA: @ — VCTUHHAS NEAKOHUXIS; 6 — KaXKyLLAAcs/NoXKHash NEVKOHNXNS; B — NCEBA0NENKOHUXNS
Fig. 2. Anatomical classification of leukonychia: a — true leukonychia; 6 — apparent/false leukonychia; 8 — pseudoleukonychia
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1 xapakTepa Mopdonorm4eckmx nameHeHnin. OgHako ecnm
6enbii UBET HOrTen SBASETCA 4acTblo HACNeACTBEHHOIO
3a6oneBaHns W/MNn CUHOPOMA, BbISBIIEHNE NENKOHUXMU
B JOMOJIHEHME K OPYIMM N3BECTHBIM KPUTEPUAM MOXET CY-
LLIeCTBEHHO YCKOPUTb NPOLECC ANarHOCTUHECKOro noucka
M NOCTaHOBKW AuarHosa. B pamkax gaHHoro o63opa npeg-
cTaBneHa nHgopmaums 0 HacneaCcTBEHHbIX 3a60/1eBaHNAX
M CMHAPOMAaX, A1 KOTOPbIX XapakTepHO pa3BUTUE NEeNKo-
HWXWW, OCBELLEHbl BOMPOCHI 3TMOMaTtoreHe3a u KinmHuye-
CKWX 0COH6EHHOCTEW flaHHbIX PacCTPOMCTB.

B nepvop c okTabpsa 2024 no aHeapb 2025 r. 6bin
npoeBedeH aHanuM3 OTe4YeCTBEHHbIX M 3apybexHbix 6a3
OaHHbIX, BKNo4daa 6ubnunoteky Elibrary (https://elibrary.ru)
n 6a3y gaHHbix PubMed (https:/pubmed.ncbi.nim.nih.gov/),
Ha npegmeT novcka nHdopmMaumm rno Teme o63opa. Vc-
Nnonb30BanMCb CrnegyroLllne NOUCKOBbIE 3anpocChbl Ha aH-
rMUACKOM N pYyCCKOM fidblkax: «leukonychia», «heregidary
leukonychia», «syndrome-associated leukonychia», «nails
in systemic diseases», «skin heregitary syndromes»,
«inherited nail dystrophies», «nopaxeHusa Horten npu Ha-
CNEeACTBEHHbIX CUHAPOMAaX», «HacneAcTBEHHas NenNKoHU-
xus». [pn 3TOM aHanM3nMpoBanmMcb 0630pbl NMTEpaTypsl,
onncaHus KNMHUYECKNX CryYaeB U OpUrMHasnbHble nccre-
JOBaHuWs, 3aTparvmearLLme BONpoChl FEHEeTUYECKMX OCHOB
3abonesaHunin. B paboTy He BKoYanucb pedepaTtmsHble
COO6LEHNSs, TE3UCHI WM MHEHWUA OTAENbHbIX aBTOPOB
no pasnu4HbIM acnekTam 0603Ha4€HHON TeMbI.

JleiikoHuXMA B paMKax HacnecTBEHHbIX 6one3Hen

M CMHAPOMOB: 06LYME NONOXKEHUA

OTMonaroreHe3 CMHOPOM-acCOLUMPOBAHHOM NENKOHM-
XM OCTaeTCs He [0 KoHUa udyyeHHbiM. CrelyeT OTMETUTD,
YTO 3TOT TUMN OHUXOAUCTPOPUM MOXET UMETb ManonaTnye-
CKUI XapakTep ¥ B NOAABNSAIOLLEM YUChe CrlyYyaeB BCTpe-
yaeTcs Yy MyXuuH [4]. HacnegcTBeHHas NENKOHUXWUSE MO-
XEeT CyLLLeCTBOBaTb KaK U30MPOBaHHO, TaK U B COYETaHUN
C HacnegcTBeHHbIMU cuHgpomamu [5]. NI3BeCcTHO, 4TO Ha-
cneacTBeHHasa NENKOHUXUS nepefaeTcs npeuMyLLecTBeH-
HO NO ayTOCOMHO-OOMUHAHTHOMY TUMy, XOTH 6blfl onucaH
M ayTOCOMHO-peLecCUBHbIA TUN HacnegoBaHus. [pegno-
naraeTcs, 4TO B OCHOBE AaHHOI0 HapyLUeHUs NEXUT MyTa-
uus B reHe PLCD1 Ha xpomocome 3p22.2, KoaupyloLem
docconunazy C pensra-1 [6, 7].

Kak 4acTb KIMHU4eCKMX NPOSBIEHUI HACNEACTBEHHbIX
CUHOPOMOB, HEKOTOpPbIE aBTOPbl pacCcMaTpuBatoT NENKOHK-
XUI0 B Ka4eCTBE OLHOr0 U3 MPU3HAKOB 3KTOAepMarnbHOM
aucnnasum ¢ BOBReYeHeM B NaTonorn4yecknin npouecc re-
HOB, OTBeYaloLLMX 3a co3peBaHme KkepaTuHa [3]. Takxe oT-
JenbHble aBTOPbl OTMEYaloT, YTO B pPasBUTUM JIEUKOHUXUN
urpaet ponb reH GJB2 Ha xpomocome 13, KogupyoLLmnia
6€enoK KOHHekcuH 26 (Cx26) [8—11].

Ecnu paccmatpuBaTb  NEMKOHUXMIO  Kak  OfHO
13 KNMHNYECKNX NPOSIBIEHUI SKTOoAepMaribHOM anucnnasuu,
TO HEMb3s1 FOBOPUTbL O CNeundU4HOCTM AaHHOrO Npu3HaKka
npuY HEKOTOPbIX paccTporcTBax. JIEMKOHUXMS B paMKax Ha-
CNeACTBEHHbIX 60Me3Hen N CUHOPOMOB MOXET BbICTYNaTb
KaK B Ka4yecTBe OOHOro M3 OCHOBHbIX AMarHOCTUYECKUX
NPU3HaKoOB, Tak N YacTo HabngaemMbiM CUMNTOMOM B CO-
yeTaHuM ¢ OpyrMmMun TunamMm oHnxogucTpodmii (taén. 1).

JeiikoHuxusa KaK 06a3aTenbHbIA AUArH0CTUHECKMIA

NPU3HaK HacneACTBEHHbIX 60ne3Hel U CHHAPOMOB

Cuxgpom FLOTCH

Cungpom FLOTCH (leukonychia totalis-trichilemmal
cysts-ciliary syndrome) — pepnkoe HacnencTtBeHHOe 3a-
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6oneBaHue, XxapakTepuayloLleecs MOopaxXeHnemM Koxu
M ee MpuaaTkoB (TOTasbHas NENKOHUXMSA, KOWNTOHUXMS,
MHOXECTBEHHbIE KUCTbI CalibHbIX XXenea), opraHoB 3pe-
HUa (UMnmapHas guctpodumsl) U MoYeKamMeHHoW 6ones-
Hblo [12, 13]. YacTtoTa BCTpE4YaeMOCTM [OAHHOIO CUH-
gpoma < 1:1 000 000 [14]. BnepBble co4deTaHue KUCT
carbHbIX Xene3 1 NeMKoHnxmn 6bino onucaHo A.W. Bauer
B 1920 r. [15]. MNo3xe ab6peBuatypa «FLOTCH» 6bina
npennoxeHa J. Friedel n coaBT. onsa o603Ha4YeHUs co4e-
TaHWs pasfnun4HbIX NPOABMEHUA OaHHOro cuHgpoma [16].
OTnonartoreHe3 3a60neBaHMs OCTAETCA HEU3BECTHbIM.
Mpegnonaraercs ayTOCOMHO-OOMWHAHTHBLIA TUM Hacne-
JoBaHWA faHHOro cuHapoma. JIEMKOHUXUS Npu CUHOPoOMe
FLOTCH saBnsieTca WCTUHHOW, ee pacrnpoCTPaHEHHOCTb
MOXeT 6bITb Kak TOTanbHOW, TaK N Cy6TOTanbHOW, BbICTY-
nas OAHWM W3 OCHOBHbIX ANArHOCTUYECKUX KpuTepues
nocTaHoBKM auarHosa [13].

Cuxgpom bapta-lameppn

CwuHppom bapta—Tlamdpu (cnHapom LiBaHHa) — ped-
KOe reHeTM4Yeckoe 3abonesaHne ¢ ayTOCOMHO-OOMUHAHT-
HbIM TUNOM HacnefoBaHWs, B OCHOBE KOTOPOro NexuT
MyTaums B reHe GJB2, kognpytoLem 6e10K KOHHEKCUH 26
[17, 18]. YacTtoTa BCTpe4YaemMOCTU AaHHOrO CUHApoOMA
< 1:1 000 000 [19]. KnuHu4eckun oH NposBnseTca coveTa-
Hnem 60pofaB4aThIX Y3eNKoB Ha MeXdarnaHrosbIix cycTa-
BaXx CTOM M KNCTEN, NENKOHUXUN, NafOHHO-NOJOLLBEHHOWN
KepaTogepMunm N CceHcoHeBpanbHOW rnyxoTbl [9]. Bbl-
CbiMaHns Ha MexXdanaHrosblx cycTaBax ManbLeB CTon
M KUCTEW — repBasf M OCHOBHafA Xano6a nauneHToB
npun obpatleHmm K Bpady. JIemKoHnxus, XoTsa U He ABNS-
eTcsa Hambonee pacrnpocTpaHeHHbIM CUMNTOMOM AaHHOro
cuHapoma, npepctasnseT co60M OANH U3 ero KNYeBbIX
KOMMOHEHTOB. JlenkoHnxus npu cuHgpome Baprta—llam-
dpn MOXeT ObITb TOTaNbHOM UM 04aroBOW, BOBMEKaTb
pasnuMyHoe KONMMYecTBO HOMTeBbIX MAaCTUH NanbLeB Ku-
cTten n cton [20].

CUHAPOM TOTabHOM NEAKOHUXUN —

YepHOro akaHTo3a — Aucrijia3nn Bosioc

CWHOpPOM TOTasNbHOW NENKOHUXUN — YEepHOro akaH-
To3a — pgucnnasum Bonoc (leukonychia totalis-acanthosis-
nigricans-like lesions-abnormal hair syndrome) sBnsetcs
OYeHb PEdKUM HacneaCTBEHHbIM CUHOPOMOM C HEU3BECT-
HbIM 3TMONaToreHe3oM. bonesHb NposBnAeTcA ¢ poxnae-
HUS 1 B NepBble rodpbl Xn3Hu [21]. YacToTa BCTpeyaemocTu
haHHoro cuHgpoma < 1:1 000 000 [22]. 3aboneBaHue Npo-
ABMAETCA TOTAlbHLIM MOPaXEHNEM HOITEN, a TAKXKE BbICbI-
NaHUAMN Ha KOXE LLeW, NOAMbILLEYHbIX BMAAUH U XMBOTA
no TUMNy 4YepHOro akaHTo3a. Takxe oTMevaeTcs aucnnasms
BOSOC.

Cuxgpom PLACK

CuvHgpom PLACK (akpoHum: Peeling, Leukonychia,
Acral punctate keratoses, Cheilitis, Knuckle pads) — ay-
TOCOMHO-pPELIECCMBHOE 3a60neBaHne, MposBAsoLLEECH
C poxpaeHusl. HacToTa BCTpe4aemMoCTu AaHHOr0 CUHAPO-
ma < 1:1 000 000 [23]. Pa3BuTure 3ab6oneBaHns CBA3bIBAKOT
cMyTauusamun BreHe CAST. Ha cerogHsILLHUI JeHb BbISiBE-
HO LLECTb MyTaL i, BA3AHHbLIX C pa3BUTUEM OAHHOIO CUH-
apowma: ¢.607dup (p.lle203Asnfs*8), c.424A > T ¢.1750delG
(p.Val584Trpfs*37), ¢.461dupGCAT (p.Ser154Cysfs*6),
c.544G > T (p.Glu182*) n (c.507_508insA) [24-27]. 3a-
6oneBaHne NPOSBNAETCA FeHepanM30BaHHbIM KCEPO30M
W LIEeNyWeHNeM KOXW, TOTanbHOW WMNU cy6TOTanbHOM

BecTHuK gepmaTonorumn n BeHeponorun. 2025;101(4):17-26 W
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Tabnuua 1. J1erKkoHNXsS KaKk MPOSIBIIEHVE HACNEACTBEHHbIX OONE3HEN 1 CUHAPOMOB
Table 1. Leukonychia as a manifestation of hereditary diseases and syndromes
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HacnepcteeHHas 6one3Hb M CMHAPOM (aNIbTEPHATUBHOE HA3BaHUE)

NpeHTuthmkaumoHHbIA HoMep 60ne3Hu B kaTanore
Mak-Kbtocuka OMIM (https://www.omim.org/)

JleikoHUxus Kak 0053aTesbHbIN UarHOCTUYECKNI MPN3HAaK

FLOTCH-cuHApom (HeCHAPOMHOE BPOXAEHHOE 3aboneBaHne HorTeil 3-ro tTuna, NDNC3) 151600
Cunppom bapta—lamdpn (BAPS) 149200
CWHAPOM BPOXAEHHON TOTaNbHOM NENKOHUXIM — YEPHOT0 aKaHT03a — ANCNNa3nin BONOC *
CMHAPOM KepaTofepMun — runoTpuxo3a — TOTaNbHOIA NTENKOHNXMM (NaS0HHO-NOAO0LLIBEHHAS 104100
KepaTofepMus 1 BpOXXAeHHas anoneuus 1-ro tuna, PPKCAT)
CWHAPOM TOTaNbHON JIEAKOHUXMIN — (hONNIMKYNAPHOrO KepaTo3a — runeprinaposa *
Cunppom PLACK (wenyLieHune Koxu ¢ neiKoHUXnei, akpanbHblil TO4EYHbIA KepaTos, XennnT 616295
11 y3eNKM Ha CycTaBax nanbLes)
bonesub Myra 236300
JIeiiKoHUX1A KaKk 4acTo BCTPeYaroLynics AnarHoCTUHECKNI MPU3HaK
Cuuapom Jloypu-Bypa (LWS) 226960
L
TpuxopuHoanaHreanbHsln cuHapom 1-ro Tuna (TRPST) 190350
JazioHHo-NojoLLIBEHHAA KepaToAepMus ¢ riyxoTol (kepaToiepmus nafloHHo-NofoLIBEHHAR 148350
C ryxoTon)
Cungpom POEMS *
BonesHb Xennu—Xennn (HHD) 169600
Ty6epo3Hblit cknepos (Ty6epo3Hblii ckneposd 1-ro Tuna, TSC1) 191100
bonesHb Nondga (AKV) 101900
Cunpgpom Anaxunns (cungpom Anaxunnsa 1-ro Tuna, ALGS1) 118450
BpomneHHb@ hnbp03 IKCTPAOKYNAPHBIX MbiLUL, 1-ro Tna ((hMOP03 IKCTPAOKYAAPHbIX MbILLIL, 135700
BPOXeHHbIA 1-ro Tuna, CFEOMT)
(DOJ'IJ'IVIKyﬂFIprIlZI UJVIJ'IOBVI}.IHI:II?I I'IOﬂprBa}OU.I,VIIZI Kepato3 CumeHca (X-CBA3aHHbII 308800
honnukynapHbINA LUNNOBUAHbIA NoApbiBatOWmin KepaTod, KFSDX)
JluHenHas atpodpogepmus Mynena *
CMHAPOM KMCT CanbHbIX Xene3 — MOYeKaMeHHO 601e3HM (MynbTUNEKCHAs cTeaToLucToma) 184500
Cunapom leimnepa 1-ro n 2-ro Tunos (HMLR1, HMLR2) 234580/616617
fMNOTPNUX03 1 peLmnansupyoLLne ny3sipbkn Koxu (HYPTSV) 613102
ﬂ,eTCKf:lﬂ ayTOCOMHO-0MUHAHTHAA T-KNeTo4Hasa numdonenns ¢ unu 6e3 guctpoun 618806
Hortei (TLIND)
IxTno3 ¢ aputpokepatonepmuen (IEKD) 620507
YepseobpasHas atpochogepmus (AVA) 209700

* [laHHble 0 Ho3omnoruu B katanore OMIM oTcyTcTByHOT.

NeNnKOHUXMen, To4YeYHbIM KepaTo30M KOHEYHOCTEN,
a TakXe y3enkamu Ha nogyLuedkax nansues [24]. Cyuie-
CTBYIOT AlaHHble, CBUAETENbCTBYIOLWME O BO3MOXHOW re-
HETUYECKOWN CBA3WN AAaHHOro cMHApOMa C rHe34HON ano-
neuuen [28].

Takxe nenkoHWxus aBnseTcs obs3aTefbHbIM Aua-
FHOCTUYECKMM TMPU3HAKOM psiia KparHe pefakux reHe-

B BecTHUK gepmaTonorumn n BeHeponorun. 2025;101(4):17-26
B Vestnik Dermatologii i Venerologii. 2025;101(4):17-26

TUYECKUX CUHOPOMOB, OMUCaHWUS KIIMHUYECKUX CIy4aeB
KOTOpPbIX B MMPOBOW MEOULIMHCKOW NuTepaType He NpeBbl-
waet 10 naumeHToB. K TakuMm 3aboneBaHuAM OTHOCATCSA
CUHOPOM KepaToAepMUM — TUMNOTPUX03a — TOTaslbHOM
nenkoHunxum (keratoderma — hypotrichosis — leukonychia
totalis syndrome) [29], cMHOPOM TOTaNbHOW NENKOHUXUN —
honnmKynspHoro keparoda — runeprugposa (leukonychia
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totalis-keratosis pilaris — hyperhidrosis syndrome) [30], 60-
nesHb MNydpra [31].

JleiikoHuxmMA KaK 4acTo BCTpeyarowwuiics

LMarHocTUYecKmii NPU3HAK HACNE[ACTBEHHbIX 6onesHen

W CMHApOMOB

CuHgpom POEMS

Cungpom POEMS (akpoHum: Polyradiculoneuropathy,
Organomegaly, Endocrinopathy, Monoclonal plasmacell
disorder, Skin changes; octeocknepoTudeckas muesnioma,
cvHgpom Takapayku, cuHgpom Kpoy—®ykaca) — pegkoe
HacnencTBEHHOE XU3Heyrpoxarollee cocTosiHue, KoTopoe
XapakKTepu3yeTCH HEBPOJIOrMYECKMMU, 3HOOKPUHOMOMU-
YeCKUMW M remartofiormiyeckumun HapywueHusamm [32, 33].
Cnydan 3a6oneBaHns onMcaHbl B pPasnnyHbIX MONynsum-
Ax, Bknodaa CLUA, ®paHumo, Kutan n Nugno [34-38],
OOHaKO 3NMAEMMUOSIOrMYeckne gaHHble cuHgpoma POEMS
ocTalTcs HemdBecTHbIMK. Mo gaHHbIM S. Nasu n coasrT.
YacTtoTa BCTPEYAEMOCTM LAHHOIMO CUMHAPOMA B AMOHCKON
nonynauun coctaenset 0,3 Ha 100 000 [39]. BnepBble
OaHHbIN cuHgpoM 6bin onmncaH P.A. Bardwick B 1980 r.,
KOTOPbIA U NPensioKn HACTOALLMIA aKpOHUM Ans 0603Ha-
YeHUs KNMHMYECKON KapTuHbl 3abonesaHus [40]. HecmoTps
Ha TO YTO M3MEHEHUS KOXM U ee MpUAATKOB BbICTYMNalOT
ManbiM1 KpUTEPUAMU LOUArHOCTMKM OaHHOro CUHAPOMA,
KIMHUYeCcKasa KapTUHa yKa3aHHbIX U3MEHEHUWI [OCTATOYHO
pasHoobpasHa M 3acny>XvMBaeT BHUMAHMUA KIIMHULMCTOB.
Y naumeHToB ¢ cuHgpomom POEMS oTmevatoTes Hanmume
0Y4aroB rmneprnurMeHTaLumn, MHOXXECTBEHHbIE FEMaHMMOMBI,
CKIlepoaepMonofo6Hbie M3MEHEHNST KOXU B BUOE aTpodu-
YeCKMX 04aroB, TaKxXe y HUX oTMevaeTcs runeptpuxos. Co
CTOPOHbI HOTTEN Hanbornee YacTbiMU NMOPaKEHUAMU ABNSA-
I0TCA rMnepTpomyeckas 0CTe0apTpoNnaTusa N NENKOHNXNA
[35, 38, 41-43].

CuHgpom Hakcoca/Kapsaxans

CuvHgpom KapBaxani — pegkuin BapyaHT cuHgpoma
Hakcoca. Pa3Buntne gaHHOro cuHgpoma CBSiI3aHO C My-
Taunen reHoB, KOOMPYHOLLUMX (PYHKUMK 6efika KeTo4HOM
agresum — nnakornobvHa (JUP, 6one3Hb Hakcoca)
n pgecmonnakuHa (DSP, cuHgpom Kapsaxans) [44—46].
B uenom Ona gaHHbIX pacCTPOMCTB xapakTepHa Tpuaga
CYMNTOMOB — KapAuoMuonaTus, nagoHHO-NMOAOLBEHHbIN
KepaTto3 1 NMopaxeHue Bosoc. Hannune nenkoHnxmm Takxe
6bI510 OMMCAHO Y MNAUMEHTOB C AaHHbIMU PacCTPONCTBaMM,
npu4emM B accoumaLMm ¢ OnNUrodoHTuen [47].

CemeiiHas f06POKa4eCTBEHHAS y3bIp4aTKa

CemeliHaa pob6bpokadecTBeHHass nysblpyaTka (60-
nesHb Xennu—-Xeunu, 6onesHb [yxepo—Xennn—Xemn-
nv) — HacnegcTBeHHOe 3abofieBaHne KOXMW, XapakTte-
pusyoLleecs nosiBNIeHNeM Be3UKYNo-6ynne3Hon cbinu
B MecTax cknafok. Hactota 3abonesaHus oueHnBaeTcs
B 1/50 000 cny4yaes [48]. MpepnonaraeTcs, 4TO B OCHOBE
3aboneBaHua nNexutT myTtaums B reHe ATP2C1 B XpOMoO-
come 3g21-q24, kogupytowien nsocopmy 1 Ca?/Mn3+-
AT®asbl cekpeTopHoro nyTu annapata lonsaxw [49, 50].
KnuHnyeckn 3abornesaHne MposiBNAeTcs BO3HWKHOBe-
HMEM CUMMETPUYHO PaCMONIOXEeHHbIX CrpynnMpoBaHHbIX
BE3MKy, 6ynn N 3po3uii B MecTax MOBbILLEHHOro Tpe-
HUA 1M cknapok. Bbicbinanma o6bI4HO COMPOBOXAANTCA
cunbHbIM 3ygoM. O4arm CKMOHHbl K BTOPUYHOMY WH-
duumposanuio [51]. B otnvyme ot 6onblUMHCTBA Npef-
CTaBlEHHbIX PacCTPONCTB, Npu 60ne3Hn Xennn—Xennum
OTMeYaeTcs He ToTanbHas, a NpofosibHasa NenKoHUXus,
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KoTopasa obHapyxusaeTtcsa y 70% nauuneHToB. [pogonb-
Has NerKoHUXUA Npu 60Me3HN Xennu—Xennm MHOrMMu
aBTopamMn paccmaTpuBaeTcs KakK OfAWH U3 OCHOBHbIX
KMMHUYECKMX CMMATOMOB 3aboneBaHus [52, 53].

Ty6epo3HbIvi CKIEPO3

Ty6epo3Hbii cKnepo3 (6ones3Hb bypHesunns, 6o0-
nesHb lMpuHrna—bypHesunns, Tpuaga doxta, EPILOIA)
npeactaBnser cobon pepkoe HenpogepmaTonoruvye-
CkOe pacCTpOMCTBO C ayTOCOMHO-AOMMWHAHTHbLIM TU-
NoM HacnefoBaHus, XapakTepusyllleecs Hann4mem
KNeTo4YHOW M TKaHeBoW aucnnasuum [54]. HacTtoTta 3a60-
nesaHusa oueHuBaetcsa B 1:6000-10 000 cny4aes [55].
Ha cerogHslWHMIA AeHb pa3BuTue 3aboneBaHns CBA3bI-
BatT ¢ MyTauusmu de novo B reHax TSC1 n TSC2, ko-
avpyrowmx 6enkn raMapTuH U Ty6epuH COOTBETCTBEHHO
[56, 57]. BnepBble gaHHoe 3a6oneBaHne 6b110 ONUCAHO
Recklinghausen u Virchow B 1862 r. [58]. NopaxeHus
KOXWN U ee npupgaTtkoB oTMmevarTca y 90% naumeHToB
C Ty6epo3HbIM cKnepo3oM [59]. XapakTepHbIMU nopa-
XEHUAMU ABNSAOTCA TMNEPNUrMEHTUPOBAHHbIE MSATHA,
HanoMuHawLne «IncTbsl aceHs» [60], 1 aHrModPunoépo-
Mbl KOXW nuua [61]. YTo KacaeTca M3MEHEHNN HOrTewn,
TO XapakKTepHbIM NpU3Hakom 3abonesaHusa BbICTYMaoT
¢pumbpombl annapata HorTa (onyxonb KeHHeHa) [62]. Mo-
Mumo atoro B pabote C.S. Aldrich n coaBT. 661110 0TMe-
YeHO, YTO BbIBJIEHNE HA HOTTEBbLIX NlACTMHAaX NPoAOSIb-
HbIX 60p034, NOOHOITEBLIX reMopparnini U NpPoAoSbHON
NIENKOHUXNN — MOJIE3HblE OUArHOCTMYECKME HaxoOKu
HapaBHe Cc HOBOO6pa3oBaHUAMK annaparta HorTa [63].

bonesHs longha

BonesHb londa (6opopaByatbii akpokepato3 [on-
ha) — penKoe, reHeTU4eckn obycroBneHHoe 3abonesaHve
KOXW C ayTOCOMHO-AOMWHAHTHBLIM TUMNOM HacnefoBaHus,
XapakTepuayloLeecs MnosiBfIeHNEM 04aros rurnepkeparosa
Ha TbINTLHOW NOBEPXHOCTU KUCTEN K cTor. HacToTa BCTpe-
YaeMOoCTK 3abonesaHuns HenssecTHa. Bnepsble faHHoe 3a-
6oneBaHue 66110 onncaHo Hopf B 1931 r. [64]. Mpegnona-
raeTcsi, YTo B OCHOBe 3a60NeBaHus NeXUT MyTauus B reHe
ATP2A2, pacnonoxeHHoMm Ha xpoMmocome 12924 [64]. Knu-
HU4YecKkn 605e3Hb NPoSABNAETCA BOSHMKHOBEHMEM Ha Tbifb-
HOW NMOBEPXHOCTWN KUCTEN 1 CTOM rmnepkepaToTU4ecKmx na-
nyn v 6nsWeK ¢ peakKnMn cryvasmm nopaxeHus NoKTeBbIX
N KOJSIEHHBIX CYCTaBOB, a TakXe KOXM roneHen [65]. B cny-
Yae 6onesHu londa NemkoHUXUsa BbICTYMNaeT B KayecTse
OfHOro U3 CUMMTOMOB O6LLEANCTPOPUYECKNX U3MEHEHUN
HOrTemn, HapaBHe C UX UCTOHYEHWEM U NOABIEHNEM MHOXe-
CTBEHHbIX NPOAObHLIX 60po3f [64].

CuHapom Anaxnnns

CvHgpom Anaxwnns (apTepvo-nedyeHoyHas aucnna-
3ud, cnHapoM Anaxunns-YoTcoHa, cvHOpoM YOTCOHa—
Munnepa, cuHgpomarnbHas HeOoCTaTOYHOCTb KeNYHbIX
NPOTOKOB) — pepKoe reHeTuyeckoe NONMCUCTEMHOE 3a-
6onesaHve ¢ ayTOCOMHO-AOMWHAHTHBLIM TUMOM Hacnepno-
BaHWs, XapaKTepuayoLLeecs TAXeNbIMU MopaXxeHnsMu ne-
YeHu, rnoYek, OpraHoB 3peHUs], NErknux, KOCTHON CUCTEMBI,
BKNtoYas paumansHele CTPYKTYpbl [66]. HacToTa BCcTpevae-
MOCTU 3a6onesaHuns Bapbupyetcsa oT 1:30 000 go 1:100 000
cny4yaeB [66]. CurHanbHble nyTn Notch urpatot ueHTpans-
Hyl0 posib B natodmaunonormn cuHgpoma Anaxunns [67],
06bI4HO BbI3bIBAEMOrO fieneunen unu gynnukaumen B reHe
JAG1 (xpomocoma 20p12.2), KOTOpbIi KOAUPYET 6ENKOBbIN
Notch nuraHg un obbacHseT 94-96% cnyyaeB cuHgpoma
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Anaxunns [67]. JTeMkoHUXMA Takxe onucaHa y naumeHToB
c cuHgpomoM Anaxunns [68], HO oHa He siBnsgeTcs pe3yrb-
TaToM HacnefcTBeHHoM naTonornn. MoxHo npeanonoxXumThb,
YTO MOSIBNIEHUE NIEMKOHUXMU Yy MaLUMEHTOB C CUHOPOMOM
Anaxunns cBA3aHO C TAXENbIMU CUCTEMHbIMU HapyLLEHK-
SIMU, B YaCTHOCTU C MOPaXeHUeM neyeHn, Ans KoToporo
XapaKTepHO U3MEHEHWe LiBeTa HOrTer Ha 6enbii.

J1afl0HHO-M040LLBEHHAS KePATOLEPMUS C [T1yXOTOMN

JlafoHHO-MOJOLLBEHHAA KepaTooepMusa C  MyXOTON
(palmoplantar keratoderma with deafness) — pepkoe re-
HeTM4eckoe 3abosfieBaHMe, CBA3aHHOE C MyTauuen reHa
GJB2 (kOHHEKCUH-26) [69]. KnuHnYecku AaHHbIN CUHAPOM
NPOSIBNSETCA HaNM4YMeM NaJOHHO-MOLOLLBEHHON Kepa-
TOOEPMUN U OBYCTOPOHHEWN CEHCO-HEBPAsIbHOW TyXOTbl.
JlelikoHnXma B pamMKax [aHHOro CUHOpoMa BCTpedvaeTcs
W, NO-BUOUMOMY, SIBMISETCA OOHUM W3 MPOSABEHUIA IKTO-
JepmanbHon gucnnasum [10, 11].

WXTno3 ¢ aputpokeparoaepmnei

Nxtnos c¢ aputpokepatogepmmen (ichthyosis with
erythrokeratoderma) — pepkoe reHeTndeckoe 3abonesa-
HVe C ayTOCOMHO-AOMWHAHTHLIM TUMOM HacnefoBaHus, Xa-
pakTepuaytoLLieecs MosSIBIIEHNEM Ha KOXEe 3pUTEeMaTO3HbIX
runepkepaToTuyeckux énswek [70, 71]. B ocHoBe 3aborne-
BaHUA NexuT mytaums B reHe KLK11 Ha xpomocome 19913,
koavpyloLem epMeHT KalIMKpenH-CcBsA3aHHyo nentuaa-
3y 11 (KLK11) [70]. YuuTtbiBas, 4T0 B OCHOBE 3a60neBaHns
nexaT HapyLleHusi MPoLecCcoB KepaTuHW3auuun, ero Knu-
HM4eckas KapTuHa O4eHb CXoXa C Aepmaro3amu n3 aTomn
rpynnel. Tak, npy uxTuose C aputpokepaTofepmMuen orT-
MeYarTCs apuTemMa 1 3y KOXU B COYETAHUM C BblpaXKeH-
HbIM rMNepKepaTo3oM Ha pasrnbaTesibHbIX NMOBEePXHOCTAX
KOHEYHOCTEN W CRVBAKOLMMUCA TUNepkepaToTUYEeCcKNMn
6nAWKaMn Ha KoXe Tynosuwa. Takxe y naumeHToB OT-
MeyaeTcs HanmMyne o4aroBon nMéo Anddy3HOM NagoHHO-
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nofoLIBeHHON KepaTtodepmMun. lNMopaxeHus Hortem y na-
LMEHTOB C [aHHbIM PacCTPOMCTBOM BKIIOYAIOT TOYEYHbIE
yrny61ieHns HOrTeBbIX NAACTUH U NIENKOHNXMIO NMpenMyLLe-
CTBEHHO Ha nansuax cron [70, 71].

Takxe onucaHbl cryYyam NeNKOHMXMM Yy MauneHToB
¢ cungpomom Jloypu—Byaa (Lowry—Wood syndrome) [72],
BPOXAEHHbIM (OMOPO3OM OKONOrnasHbIX Meiwy, 1-ro
TMna (congenital fibrosis of the extraocular muscles
type 1) [73], dONAMKYNAPHLIM LUMIOBUAHBIM MOAPbIBAIO-
wum kepato3om CumeHca (keratosis follicularis spinulosa
decalvans) [74], nuHenHow artpodogepmuen MyneHa
(linear atrophoderma of Moulin) [75], cuHOPOMOM KWUCT
calnbHbIX Xene3 — Mo4veKkameHHol 6onesHu (leukonychia
totalis — sebaceous cysts-renal calculi syndrome) [76],
TpuxopvHodanaHreansHelM cuHgpomom 1-ro Tuna [77],
cuHgpomoM lerimnepa 1-ro n 2-ro Tunos [78, 79], ¢ runo-
TPUXO30M U PeLMaMBUPYIOLLMMN My3bipbKamu Koxu [80],
0EeTCKOW ayTOCOMHO-OOMUHAHTHOW T-KNeTOYHON NuMo-
neHuen c unu 6e3 guctpodun Horten [81], HepBeobpas-
Hon aTtpodhofepmuen [82].

3aknioyenue

HecMOoTps Ha TO YTO 6OMBLLLMHCTBO ONUCAHHbLIX Hacnen-
CTBEHHbIX 3a60neBaHnin U CUHAPOMOB O4YeHb PefiKU U Nen-
KOHVXMA — faneko He Bcerfa ux BefyLmMin KIMHUYeCKU
npu3HakK, Heo6X0AUMO MOBbLILLEHHOE BHWMaHWe KIMHWULM-
CTOB K JaHHOW OHMxogmcTpodmm. CBOEBpEMEHHOE BbisiB-
JIeHne BO3MOXHOro CUHAPOMAarnbHOro KOMMOHEHTa NenKo-
HUXUN MOXET CbIrpaTb BaXKHYIO POfib Kak B AMArHOCTUKe
OCHOBHOro 3a6oreBaHusi, Tak U B BbIGOpe TaKTUKWN Befe-
HWSA naumneHTa B uenoM. BpoxaeHHasa NEMKOHNXMSA Kak npo-
AIBMIeHVe 3KToAepMarnbHON AUCNNasny MOXET ObITb OfHUM
M3 MepBbiX M XOPOLUO BUIYyanU3NpPyeMbIX KIMHUYECKUX
NPU3HaKOB TAXENoro MyNsTUCUCTEMHOro 3aboneBaHuvs,
YTO TaKkxXe crnepyeT y4nTbiBaTb cneumanucTam pasnn4yHoro
npodpuns npu paéote ¢ ganHon rpynnon nauneHTos. [l
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