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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.
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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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6.

M Beepnenne

JlenkoHnxusa npepctasnseTr cobor TUN AUCTpoduUn
(oncxpoMun) HorTen, Npu KOTOPOM Ha HOrTEBLIX Mna-
CTMHAaX OoTMeyvaeTcs MosiBfieHMe y4acTKOB 6enoro LuBeTa.
JIeMKOHMXUA KaK KIIMHWYECKUM CUMMATOM HeogHopoaHa
M UMeeT pasfnuyHble Knaccudukauum B 3aBUCUMOCTU
OT K/IMHUYECKUX NPOSIBNIEHNUN U NoKanusauuu naTtonoru-
yeckoro npouecca. CornacHo MopcOnorn4eckon Knac-
cudmKauum nemnkoHUxXusa nogpasfenserTcs Ha o4aroByio,
MONoOCOBUAHYIO (NPOJONBHYIO M MOMEPEeYHy0) n cybTo-
TanbHyto/ToTaneHyto [1] (puc. 1).

AHaToMMYeckas knaccuurkaums BblaensieT UCTUHHYIO,
Ka>KyLLytOCS/NIOXHYIO U MCEeBRONENKoHmxuio [2] (puc. 2).

CvHapom-accoumMmpoBaHHas NENKOHMXUS — YCrOB-
Hoe 0603Ha4YeHVe U3MEHEeHWs LBeTa HOortTe’ npu pas-
JNINYHBIX HAcCNeACTBEHHbIX 3a60MeBaHuUAX U CUHOPOMAX.
JaHHble U3MEHEHUs HOrTer MOryT BbICTynaTb OOMOSHK-
TenbHbIM MNPU3HakKoM 3aboneBaHns NUMOGO ABNATLCHA Of-
HUM U3 ero o6s3aTrefibHbiX COCTaBNALWMX. Halle Bcero
CUHOpPOM-accouMMpoBaHHasas nNenkoHuxua npeacTasns-
eTcsl COBON WCTUHHYIO, CY6TOTasbHYIO/TOTaNbHYO Newn-
KOHUXUIO U MOXET BO3HMKATb KakK Ha BCEX, TaK U Ha He-
CKOJSIbKMX HOrTeBbIX MfacTMHax Kucten u cton. JaHHbIn
MOPMONOrM4ecKUn N aHaTOMUYECKUA TUM NENKOHUXUK
Kak nposiBfieHne HacneacTBeHHbIX 3a60neBaHUM U CUH-
OPOMOB, N0 BCEW BUAMMOCTU, OBYCOBMEH CBA3aHHLIMU
C 60ME3HbI0 FrEHETUYECKMMUN haKTopaMn, KOTopble BAU-
Al0T Ha NPOLIeCChbl AeNeHns KNeToK B matpuue HorTs [3].
[JuarHocTnka nemkoHUXMN Kak KIMHUYEeCKoro cMmntomMa
He npefcTaBnseT TPygHOCTEN B CBA3U C AOCTYMNHOCTbIO
obnactu ocMoTpa U xapakTepa MOPEONOrMyecKux us-
MeHeHunn. OgHako ecnn 6enblii LBET HOrTen sBnsieTcs
4acTbl HacNeACTBEHHOro 3abofieBaHUA U/Mnn CUHOPO-
Ma, BbIIBIeHWE NENKOHUXUWN B AOMOMHEHWNE K OPYrUM n3-
BECTHbIM KPUTEPUAM MOXET CYLLEeCTBEHHO YCKOPUTb NpPo-
Llecc AMarHoCTM4eCcKoro noncka n MoCTaHOBKM AnarHosa.
B pamkax paHHoro o63opa npefcrtasfieHa uHgopmaums
0 HacnepcTBeHHbIX 3a60feBaHNsAX U CUHOPOMAX, Ans Ko-
TOPbIX XapakTePHO pa3BUTME NENKOHUXUU, OCBELLEHbI BO-
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npockbl aTHonartoreHesa M KIMHUYECKUX OCOGEHHOCTEMN
OaHHbIX PacCTPOMCTB.

B nepuop ¢ okTabps 2024 no sHeapb 2025 r. 6bin
npoBefeH aHann3 OTEeYeCTBEHHbIX U 3apy6exHbix 6a3
OaHHbIX, BKovasn 6nénuoteky Elibrary (https:/elibrary.ru)
n 6a3y gaHHbix PubMed (https:/pubmed.ncbi.nim.nih.gov/),
Ha npeaMeT rnovcka uHdopmauumn no Teme o63opa. Vc-
nonb30Basnunchb crnepyloLime NoUCKoBble 3anpochl Ha aH-
rMUACKOM U pyccKoM a3blkax: «leukonychia», «heregidary
leukonychia», «syndrome-associated leukonychia», «nails
in systemic diseases», «skin heregitary syndromes»,
«inherited nail dystrophies», «nopaxeHua HorTen npu Ha-
CNefcTBEHHbIX CUHAPOMAaX», «HacneacTBeHHas NenkoHU-
xus». MNMpu 3TOM aHanM3nposanncb 0630pbI NUTEpaTypsl,
OnNMcaHns KIMHUYECKNX CMy4aeB U OpUrMHasnbHble nccre-
[OBaHus, 3aTparmsarLLne BonpoCckl reHeTUYeCKUX OCHOB
3abonesaHnin. B paboTy He BKoYanucb pedepaTusHble
COOO6LLEHNSA, TE3UCbl WM MHEHUS OTAENbHbIX aBTOPOB
no pasfin4yHbIM acnektaMm 0603Ha4eHHON TEMBI.

Je#KOHMXUA B pamMKax HacnefCTBEHHbIX 6one3Hei

M CUHAPOMOB: 06LLME NONOXKEHUA

OTmonaroreHe3 CMHOPOM-acCOLUNPOBAHHOW NENKOHW-
XM OCTaeTcs He [0 KoHUa udyyeHHbIM. CnefyeT OTMETUTD,
YTO STOT TUM OHUXOAMCTPOPUN MOXET MMETL namnonaTmye-
CKWUIA XapakTep U B NOAABSSAIOLLEM YNUCNE ClyHaeB BCTpe-
YaeTcs y Myx4uH [4]. HacneactBeHHas NENKOHUXUSA MO-
XKET CYyLLIEeCTBOBATb KaK U30SIMPOBaHHO, TakK U B COYETAHUU
C HacnepcTBeHHbIMU cuHapomamu [5]. N3BecTHO, 4TO Ha-
CrNefCcTBEHHasA NEVKOHUXUS NnepenaeTcs NpenMyLLecTBeH-
HO MO ayTOCOMHO-OOMWHAHTHOMY TUMy, XOTA Obla OnMcaH
M ayTOCOMHO-peLieccUBHbIM TUN HacnegosaHus. pegno-
niaraeTcs, YTO B OCHOBE [aHHOr0 HapyLUEHUst NIEXUT MyTa-
uus B reHe PLCD1 Ha xpomocome 3p22.2, KOaMpPYHLLEM
¢occonunazy C gensra-1 [6, 7].

Kak 4acTb KNMHUYeCKMX NPOSBNIEHUI HACNELACTBEHHbIX
CYHOPOMOB, HEKOTOPbIE aBTOPbI pacCMaTpMBatoT JIENKOHN-
X0 B Ka4eCcTBe OfHOr0 M3 MPU3HAKOB 3KTOAEpPMAasibHOM
OVCnia3um ¢ BOBJIEYEHMEM B NATONOMMHYECKUIA NPOLIECC re-

B

Puic. 1. Mopdbonoriyeckas knaccueukauys NeiKoHNXMN: 8 — 04aroBas NEKoHIXS; 6 — N0N0COBUAHAS (MPOAONBHAS) NEKOHIXIS; B — TOTallbHas/Cy6TOTaNbHAA NNEKOHIXNS
Fig. 1. Morphological classification of leukonychia: a— focal leukonychia; 6 — streaked (longitudinal) leukonychia; 8 — total/subtotal leukonychia
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Puc. 2. AHatommnyeckast Knaccugmkauus NefKOHUXIIA: @ — UCTUHHAS NEAKOHUXIS; 6 — KaXKYLLAACs/N0KHas NEMKOHUXS; B — NCEBAONENKOHUXNS
Fig. 2. Anatomical classification of leukonychia: a — true leukonychia; 6 — apparent/false leukonychia; 8 — pseudoleukonychia

HOB, OTBEYaLLMX 3a co3peBaHMe KepaTmHa [3]. Takxke oT-
OenbHble aBTopbl OTMEYaloT, YTO B PasBUTUU NENKOHUXUN
vrpaet ponb reH GJB2 Ha xpomocome 13, kogmpyloLmin
6e10K KOHHeKcuH 26 (Cx26) [8—11].

Ecnn paccmatpuBatb  NEMKOHUXMIO  Kak  OAHO
13 KIMMHNYECKNX NPOABIEHUI SKTOAepMarbHON ancnnasuu,
TO Hesb3s FOBOPUTL O CNEeLUdPUYHOCTM JaHHOro Npu3Haka
NpwY HEKOTOPbIX paccTponcTBax. JIEMKOHNXNS B paMKax Ha-
CNeACTBEHHbIX 60Me3Her U CUHAPOMOB MOXET BbICTyMNaTb
KaK B Ka4eCTBe OJHOr0 M3 OCHOBHbIX AUArHOCTUYECKUX
NPU3HaKoB, TakK N 4acTo HabnaaeMbIM CUMITOMOM B CO-
yeTaHWM ¢ ApyrMmMmn Tunamm oHnxogmnctTpoduii (tabn. 1).

JIeKoHNXUA KaK 0693aTeNbHbIA ANArHOCTHYECKUA

NPU3HaK HacneACTBEHHbIX 60ne3Hel U CHHAPOMOB

Cungpom FLOTCH

Cungpom FLOTCH (leukonychia totalis-trichilemmal
cysts-ciliary syndrome) — pepnkoe HacnencTBeHHOe 3a-
6oneBaHne, XapaKTepu3ylLleeca MOPaXeEHNEM KOXU
M ee npupaTtkoB (ToTanbHas JEMKOHUXMSA, KOWIIOHM-
XWUSl, MHOXECTBEHHbIE KWCTbl CallbHbIX >Xeneas), opra-
HOB 3peHus (uunuapHas [MCTpodursa) U MoYeKaMeHHON
6onesHblo [12, 13]. YactoTa BCTpe4aemMocCTV [AaHHOro
cuHgpoma <1:1 000 000 [14]. BrnepBble co4eTaHue KUCT
carnbHbIX Xene3 N nekKoHnxmm 6bino onucaHo A.W. Bauer
B 1920 r. [15]. MNo3xe ab6peBuatypa «FLOTCH» 6bina
npeanoxeHa J. Friedel n coaBT. Ansa o603Ha4YeHnNs co4e-
TaHUsA pasfMyHbIX NPOSBMEHUN AaHHOro cvHgpoma [16].
OTnonaroreHe3 3a60feBaHNst OCTAETCA HEU3BECTHbIM.
Mpepnonaraetca ayTOCOMHO-AOMWHAHTHbLIA TWUM Hacne-
[OBaHUsA faHHOro cuHapoMa. JIeMKOHUXMSA Npu CUHOPOME
FLOTCH saBnseTca WUCTMHHOW, ee pacrnpoCTPaHeHHOCTb
MOXEeT 6bITb KaK TOTanbHOM, Tak U Cy6TOTanbHOW, BbICTY-
nas OOHWM W3 OCHOBHbIX ANArHOCTUYECKUX KPUTEPUEB
nocTaHOBKM guarHo3sa [13].

CuHgpom bapta-llameppn
CuvHgpom Bapta—-Tlamdpm (cvHgpom LLBaHHa) — pegn-
Koe reHeTnyeckoe 3abonesaHve ¢ ayTOCOMHO-AOMUHAHT-

B BecTHuk gepmartonorumn n seHeponorum. 2025;101(4):XX—XX
B Vestnik Dermatologii i Venerologii. 2025;101(4):XX—XX

HbIM TWUMOM HacnefoBaHusl, B OCHOBE KOTOPOro JeXuT
MyTaums B reHe GJB2, kogupyoem 6efoK KOHHEKCUH
26 [17, 18]. YacToTa BCTpe4aemMoCTM OaHHOro cuHapomMa
< 1:1 000 000 [19]. KnnHMYeCKn OH NPOSBNSIETCS COHETaHM-
eM 6opofaByaTbiX y3eNKoB Ha MeXdanaHroBblX cyctaBax
CTON U KUCTEN, NENKOHUXUWN, NadOHHO-NOLOLLUBEHHON Ke-
paTogepMumn 1 CEHCOHeBpanbHOM ryxoTbl [9]. BeickinaHus
Ha MeXxdanaHroBbIX cycTaBax nanbLles CToM U KUCTen —
nepeas U OCHOBHasf Xanoba naumMeHToB Mnpu obpalleHnn
K Bpavy. JIeKoHnxus, XoTa U He aBnseTca Hanbonee pac-
NPOCTPaHEeHHbIM CUMMATOMOM [AHHOIO CUHApPOMaA, npeg-
CTaBnseT CO60W OfAMH U3 €ero KI4eBbIX KOMMOHEHTOB.
JevikoHnxma npu cuHpgpome Bapta—lamdpy MOXeT 6bITb
TOTaNbHOM UMM 04aroBOW, BOBEKaTb pasfMyHoe Konude-
CTBO HOITEBbIX N1ACTUH NanbLes Kucten u cton [20].

CUHAPOM TOTabHOIM NEAKOHUXUN —

YepHOro akaHTo3a — Aucrijia3nn Bosioc

CvHApOM TOTaslbHOM NEVKOHUXUN — YEepPHbIA aKaHTo3
NoJo6HbIX BbiCbiNaHui — gucnnasum sonoc (leukonychia
totalis-acanthosis-nigricans-like  lesions-abnormal  hair
syndrome) SBNSETCA OYeHb PEeaKMM HacnefgCcTBEHHbIM
CMHOPOMOM C HEeW3BeCTHbIM 3dTuMonaToreHe3om. bonesHb
NPOSIBNSIETCA C POXAEHVS U B NepBble rofbl Xu3Hn [21].
YacTtoTa BCTpeyaemMocTu gaHHoro cuHapomMa <1:1 000 000
[22]. 3aboneBaHve NposiBASETCA TOTalIbHLIM MOPaXEHNEM
HOITen, a Takxe BbICbINaHNAMU Ha KOXe LUeun, NoAMbILLeY-
HbIX BNaguH 1 XMBOTA NO TUMY YEPHOro akaHTo3a. Takxe
oTMeYaeTcs aucnnasus Bosoc.

CuHgpom PLACK

CuHgpom PLACK (akpoHum: Peeling, Leukonychia,
Acral punctate keratoses, Cheilitis, Knuckle pads) — ay-
TOCOMHO-pELECCMBHOE 3abofieBaHve, MNposiBsioLeecs
C poxgeHusi. HYacTota BCTpe4aemMoCTu JaHHOr0 CUHAPO-
mMa <1:1 000 000 [23]. Pa3BuTue 3ab6onesaHuns CBA3bIBAIOT
cMyTauusamu BreHe CAST. Ha cerogHSILLHUI JeHb BbISiBNE-
HO LWeCTb MyTauMi, BA3aHHbIX C pa3BUTUEM JAHHOIO CUH-
gpoma: ¢.607dup (p.lle203Asnfs*8), c.424A > T ¢.1750delG

Vol. 101, Iss. 4, 2025
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Tabnuua 1. J1eikoHNXsS 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)
bonesHb MNyra 236300
JIelikoHUXNSA Kak 4acTo BCTPEYarLLMIiCs SNarHoOCTUIECKNI MPU3HaK
Cuuapom Jloypu-Byga (LWS) 226960
AT e o R ] 601214/ 605676
TpuxopuHoananreanbHblid cuHapom 1-ro Tuna (TRPST) 190350
TNafioHHO-NoOLWBEHHAS KepaToAepMus C ryxoToi (kepaToAepmus NafloHH0-N0AoLIBEHHASR 148350
C rNyXoTon)
Cunapom POEMS *
bonesHb Xeinn-Xennu (HHD) 169600
Ty6epo3HblIit cknepo3s (Ty6epo3Hblii cknepo3d 1-ro Tuna, TSC1) 191100
BonesHb fonda (AKV) 101900
CuHapom Anaxunns (cuHapom Anaxunns 1-ro tuna, ALGS1) 118450
Bpom,qewm@ (pr6p0o3 3KCTPAOKYNAPHBIX MblLL, 1-r0 TUNa ((hbM6PO3 3KCTPAOKYAPHBIX MbILLIL 135700
BPOXeHHbIA 1-ro Tuna, CFEOMT)
(DOJ'IJ'II/IKyﬂFIprIIZI LIJI/IJ'IOBVI,ELHI:II?I I'IO,[lprBa}OLLlVIIZI Kepato3 CumeHca (X-CBA3aHHbIN 308800
honnukynapHbIA LUNOBUAHbIA NoApbiBatowmin kepatos, KFSDX)
JluHenHas atpodpogepmus Mynena *
CMHAPOM KMCT CanbHbIX XKene3 — MOYeKaMeHHOI 601e3HM (MynbTUNeKCHAs cTeaToLncToma) 184500
Cunapom leimnepa 1-ro n 2-ro Tunos (HMLR1, HMLR2) 234580/616617
fMNoTpNX03 1 peunansupytoLne ny3sipbkn koxu (HYPTSV) 613102
ﬂeTCKflﬂ ayTOCOMHO-JOMNHAHTHas T-KNeTo4Has numdonenns ¢ unu 6e3 anctpodun 618806
Hortei (TLIND)
xTnos ¢ aputpokeparogepmueir (IEKD) 620507
YepseobpasHas atpocposepmus (AVA) 209700

* [aHHble 0 Ho3ornorun B katanore OMIM oTcyTCTBYIOT.

(p.Val584Trpfs*37), c¢.461dupGCAT (p.Ser154Cysfs*6),
c.544G > T (p.Glu182*) n (c.507_508insA) [24-27]. 3a-
6oneBaHVe NPOSIBNSAETCHA reHepann3oBaHHbIM KCepo30M
W LUEeNyLWEeHNEM KOXMW, TOTanbHOW WMNU Cy6TOTaNbHON
NenKoOHNXmMen, TOYEeYHbIM KepaTo30M KOHEYHOCTEN,
a Takxe ysenkamu Ha nogyliedkax nanbues [24]. Cyuie-
CTBYIOT faHHble, CBMOETENbCTBYIOLLNE O BOSMOXHOM re-
HEeTMYeCKOW CBA3M JaHHOro CMHApoOMa C rHe3gHOW ano-
neuuen [28].

T. 101, Ne 4, 2025

Takxe nerkoHnxua ABNAeTcsa ob6a3aTefbHbiM - gua-
FHOCTUYECKMM MPU3HAKOM psifja KparHe peokux reHe-
TUYECKUX CUHOPOMOB, OMUCaHUS KIIMHUYECKUX CIy4aeB
KOTOPbIX B MUPOBOW MeOWLIMHCKOW NuTepaTtype He NpeBbl-
waet 10 naumeHToB. K Taknm 3a6oneBaHUsM OTHOCUTCSA
CUHOPOM KepaTogepMunm — runoTpmxo3a — TOoTanbHOM
nenkoHunxmm (keratoderma — hypotrichosis — leukonychia
totalis syndrome) [29], cMHOPOM TOTaNbHOW NTIENKOHUXUN —
donnukynspHoro kepatosa — runeprugpo3sa (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,
KIMMHUYECKas KapTuHa [aHHbIX W3MEHEHWIA [OCTaTO4HO
pasHoobpasHa M 3acny>XXvMBaeT BHUMAHMA 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-
anpyowmx 6enKu raMapTuH n Ty6epuH COOTBETCTBEHHO
[56, 57]. BnepBble gaHHoe 3a6oneBaHne 6b110 ONUCAHO
Recklinghausen u Virchow B 1862 r. [58]. NopaxeHus
KOXW 1 ee npupaTtkoB oTMevaeTca y 90% nauMeHTOB
C Ty6epo3HbIM CKnepo3oM [59]. XapakTepHbIMU Mopa-
XEHUAMU ABNSAOTCA TMNEPNUrMEHTUPOBAHHbIE MATHA,
HanoMuHalwLne «ancTbsl aceHs» [60], 1 aHrModPunoépo-
Mbl KOXU nuua [61]. YTo KacaeTca M3MEHEeHUA HOrTewn,
TO XapakTepHbIM NPU3HaKom 3abofieBaHUs BbICTynawT
umbpombl annapata HorTa (onyxonb KeHHeHa) [62]. Mo-
Mumo atoro B pabote C.S. Aldrich n coaBT. 66110 O0TMe-
YeHO, YTO BbIIBNIEHNE Ha HOTTEBbLIX NlACTMHAaX NPoaoSb-
HbIX 60p034, NOAHOrTEBbLIX remMopparvii U NPOAONbHON
NEVKOHUXMN — MOofe3Hble AMarHOCTUYeCcKMe Haxodku
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-
LUMEHTOB C [aHHbIM PacCTPOMCTBOM BKIOYAKOT TOYEeHble
yrny61ieHns HOrTeBbIX NAACTUH U NIENKOHNXMIO NpenMyLLe-
CTBEHHO Ha nansuax cton [70, 71].

Takxe onucaHbl cryYyam NEeNKOHMXMM 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], ONAMKYNAPHbIM LUMIOBUAHBIM MOAPbLIBAIO-
wum kepato3om CumeHca (keratosis follicularis spinulosa
decalvans) [74], nuHenHoW artpodogepmuen MyneHa
(linear atrophoderma of Moulin) [75], cuHOPOMOM KWUCT
calnbHbIX Xene3 — Mo4veKkameHHou 6onesHu (leukonychia
totalis — sebaceous cysts-renal calculi syndrome) [76],
TpuxopuHodanaHreansHselM 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-KNeTOYHOW NuMo-
neHuen c unu 6e3 guctpodun Horten [81], HepBeobpas-
Hom 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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