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O6ocHoBaHue. Ckiag4atasi naxvaepmus npeactaBiseT cob0m peakyo J06POKaYeCTBEHHYIO 4edOpMaLMI0 KOXKM roJ10Bhbl,
XapaKTepu3yIoLLYyIOCs Ype3MEepPHOH Npoanpepaumnen u rmneptTpopuen Koxu 1 noagKoXXHOM KaetdyaTku. B HacToswee Bpems
BbIAENAOT TPU pOopMbl 3a6071€BaHUS C PA3/INYHBIM MEXAHM3MOM Pa3BUTUS M COMYTCTBYIOLMMM NPOSBIEHUSMN. OnucaHne
K/IMHUYECKOro ciy4as. B ctatbe rpeicTaB/ieHo onvcaHme naumneHTa, nocTynuBLLIEro ¢ BXOASWMM AMarHO30M U KIMHUYE-
CKOWH KapTWMHOM NaxmuaepMun, KOTOPOMY 6bl/10 BbIMOJHEHO XMPYPrMYECKOE MCCEYEHNE NAaTOOrMYECKMX TKAHEM KOXKM r0/10BbI.
OaHaKko o pesynbTataM KIMHUYECKOro 0CMOoTpa 6bial YCTaHOB/IEH ANArHO3 BPOXKAEHHOIO0 rMraHTCKOro MeiaHoLMUTapHOro
HeByca, KOTOPbIV BrIOCAEACTBUM Gbl1 NOATBEPIKAEH AaHHbIMU TMCTOOMMYECKOro U MMMYHOIMCTOXMMMYECKOIo UCCeq0Ba-
Hun. [Mpn aTOM natoreHHble BapuaHTbl B reHe NRAS He 6bisin BbisiB/ieHbl. 3aKar4eHne. [aHHbii cay4an JeMOHCTpUpyeT
CJIOXKHOCTb AnpdepeHLmnaibHON AMarHOCTUKM naxmaepmmmn, 4To 06yC/10BANMBaET HEOOX0AMMOCTb TLaTe/IbHOro 0bc¢ae[0Ba-
HUS NaLMEeHTOB, BK/OYas NPoBeAeHUe MoOPGOreHeTUHECKOro nccae10BaHms 06pa3L0B MopaxKeHHbIX TKaHeM.
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OBOCHOBAHME

Cknagyatass naxugepmusa Koxu ronoBbl  (CIKT,
paquidermia verticis gyrata, cutis verticis gyrata, “bulldog”
scalp syndrome) — pefKoe JOOGPOKaA4YeCTBEHHOE KOXHOEe
3abosieBaHMe, KOTOpPOe MNPOSIBASETCS MOCTENEHHbIM op-
MUPOBaHWEM M3BUTbLIX Ny6OKNX 6OPO3a Ha KOXKE rofioBbl,
HaMnoOMMHaIOLMX MO3rOBble N3BUINHDI [1].

MNepBoe ynoMuHaHWe 3aboneBaHns oTHocuTeA K 1837 T,
Korga ovMH M3 ocHOBaTenen ¢paHLy3CKOM AepmMaTofniornu
Han-Jlyn-Mapk Annbept (Jean Louis Marc Alibert) onucan
LepebprdOopMHbIN BMA CKanbNa WM aan emy Ha3BaHue cutis
sulcata [2]. bonee nogpo6Ho CIIKI npeactaBun Abenb
Po6epT (Abel Robert) B 1843 . Ha npumepe 18-neTHen
OEBYLIKW C MaHudecTaumen 3abonesaHus B 14 net [3].
Hdanee B 1893 r. T. McDowall onucan covetaHue CIIKI
C YMCTBEHHOW oTcTanoctbio [4]. A B 1907 r. YHHa (Paul Gerson
Unna) onucan Tpu HoBbIx cnydas CIKI n BBen o6uien3BecT-
HbIM B HacTosiLee BpeMs TepMUH — cutis verticis gyrata [5].

PacnpoctpaHeHHOCTb 3ab0/ieBaHUsA Cpeau MYMCKO-
ro HacefleHMs HECKOJIbKO Bblle W cocTaBnser 1 crnyyamn
Ha 1 M/IH, B TO BpeMs Kak cpeau *keHcKkoro nona CIKI BcTpe-

YyaeTcsa ¢ Yactoton 0,026 Ha 1 MAH [6]. BoisBNeHHble pas-
NYUA NOIBONUAN NPELNONOKUTL Hannyne X-cLeneHHoro
TMNa HacnefoBaHua [7], oAHAKO ybeauTeNbHbIX AaHHbIX
B MONb3Yy 3TOW rMMNOTE3bl Ha CEroAHAWHNA AEHb HET.

B 1953 r. Ha ocHOBaHuW 0630pa 275 cnydaes CIKT,
OMUCaHHbIX K TOMY MOMEHTYy B nuTepaType, S. Polan
n T. Butterworth Bblazenv“nn NEPBUYHYIO U BTOPUYHYIO Naxu-
nepmuto [8]. NosaHee, B 1984 r. J.M. Garden u J.K. Robinson
YyCOBEPLIEHCTBOBaANM W paclupuam KnaccubukaLluio
CIMKT [9], pasaenus nepBuyHyto CIMKI Ha n3on1MpoBaHHyo
1N CUMNTOMAaTUYECKYIO (CM. Tabnuuy).

Mogasnsiowee 60MbWKUHCTBO NepBuYHbIX dopm CIKI
HayMHaeT pas3BMBaTbCHA MNOC/AEe MNOSIOBOr0 CO3pPeBaHUS,
a noJsiHaa KIMHUYecKas KaptuHa dopmupyetcs K 20—30 ro-
fAam [10]. BpoxaeHHble ciy4yan BCTpevatoTes O4eHb peKo
M 0ObI4HO accoLMMpPOBaHbl C HacNeACTBEHHbIMU CUHA-
pomamu. Tak, Hanpumep, R. Bortone v coaBT., a TaKxe
M.C. Snyder n coaBT. OnucCbiBalOT COYETaHWE BPOXKAEH-
Hon CIKI ¢ cuHapomom TepHepa [11, 12], F. Larsen
n N. Birchall — coyetanue CIMKI ¢ cuHapomom HyHaH
y HOBOpPOXAEeHHOro ManbyunKka [13]. Cpean XKeHWnH nep-



Ta6nuua. Knaccuoukaums ckiaadyaTon naxmaepMmn Koxu ronoBbl
Table. Cutis verticis gyrate classification
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Het HapyLleHus (BPOXAEHHas KaTapakTa, MMrMeHTHas Het
OUCTPOPUSA ceTYaTKu, CTPOOBU3M), MUKpoLedanus,
a TaKXe BPOXeHHas HeLoCTaTO4YHOCTb
KPOBEHOCHOM 1 NnMbaTUHECKON cUCTEM

Pa3BUTMSA [PYruX
OpraHoB W CUCTEM

Bbopo3abl acMMMeETpUYHbIE,
pacnonaratoTcs XaoTU4HO,
4acTo NoKannM3oBaHbl B 061acTm
NepBUYHOro NaToNOrMYECKOro oyara

dopma
1 HanpaBneHne CUMMETPUYHbIE, pacnonaralTcs NPOAOALHO cnepean Hasaa
CKNagoK (6opo3aa)

MMnepniasuna CoeanHUTENbHOM TKaHW COBCTBEHHO IepMbl U anuaepmuca
Ha GoHe NMMdOCcTasa U CTOMKOro paclunMpeHmnst IMMdaTUYECKUX COCyI0B,
MOMET Hab/0aTbCa HOPMasbHOE CTPOEHUE KOMKM

McTonornyeckas
KapTuHa

CooTBETCTBYET OCHOBHOMY
naToNorMyecKkomy nporeccy

Mpnumeyvanme. CMKI — cknagyatas naxuaepMus KOXu ronosbl.
Note. CVG (CIKI') — cutis verticis gyrata.
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Cutis Verticis Gyrata Differential Diagnosis: Clinical Case

Background. Cutis verticis gyrata is rare benign scalp disorder characterized by excessive skin and subcutaneous tissue proliferation and
hypertrophy. Nowadays, there are three forms of this disease with various developmental mechanisms and associated manifestations.
Clinical case description. This article presents the patient admitted with diagnosis and clinical picture of pachydermia, who underwent
surgical excision of scalp abnormal tissues. However, the diagnosis of giant congenital melanocytic nevus was established according to
the results of clinical examination. Later it was confirmed by histological and immunohistological studies. Moreover, pathogenic variants
in the NRAS gene were not revealed. Conclusion. This case demonstrates the complexity of differential diagnosis of pachydermia that
leads to careful examination of patients with morphogenetic studies of affected tissues samples.
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Clinical Observation

KnuHuyeckoe HaGnopeHue

BMYHaa dopma CIKI npeacraBneHa He 6onee Yyem 5 cny-
yasmu B nuTepartype [3, 13, 14].

BropuyHas CMKI BcTpeyaeTcsa B NONyAsLMK CPaBHUTENb-
HO 4acTo [8] M MOXeT 6blTb acCoLMMPOBaHa C HEBOUAHbLIMU
aHoManusaMK (MenaHoumuTapHble HEBYCbl, ramMapTOMbl, Hen-
podn6poMbl, GUG6POMBbI, LUAUHAPOMBI) U NMOPOKaMK pa3BU-
TUS KOXM rON0BbI (TMNOMATO3HbIE HEBYChI, HEBYCbI COEANHU-
TENbHOM TKaHM), @ TaKXe C BOCNauUTeNbHbIMKM AepMaTo3amMu
KOXMW ronoBbl (3K3ema, ncopuas u ap.). Kpome atoro, CIMKI
MOXET HabnoaaTbCs MNpuU NEepPBUYHOW TUNepTpodUYEeCKOm
ocTeoapTponatMmn (NaxuaepmonepuocTos) — HacneacTBeH-
HOM 3aboneBaHWK, aCCOLMMPOBAHHOM C MATOMEHHbIMU
BapuaHTamu B reHax HPGD (ayTOCOMHO-PELLeCCUBHbIN TUM
HacnegoBaHusa) n  SLCO2A1 (ayTOCOMHO-AOMMWHAHTHbIN
TMN HacnegoBaHus) [15, 16]. Ans aaHHoro 3aboneBaHWs
XapaKTepHO coYeTaHMe Naxnaepmuu, nepnocTosa, CMMNToMa
«6apabaHHbIX Nano4veK».

Kak npaBuno, anarHo3 CMKI MoXKeT 6bITb 3anofo3peH
nocne pgepmaTtofiormdyeckoro ocmotpa (puc. 1). Y 60nb-
WMHCTBA MaUMEHTOB MNaTofiorMyeckoe HoBOOGpa3oBaHWe
NIOKaNn3yeTcss B TEMEHHOM W 3aTblIOYHOM 06nacTax Wau
OTMeYaeTcsl ToTalbHOE BOBJ/IEYEHME KOXKM BOJIOCUCTOM
YyacTu ronoBbl. CKNagKM KOXKKW MsSrkue, ryéyatble, Npunoa-
HUMatowmecs Ha 1—2 cm, 06bIYHO PacnoNOKEHHbIE BAOSb
GPOHTOOKUMMUTaNBHON NMHKUK Y GOPMUPYIOLLME XapaKTep-
HbIH PUCYHOK, HANOMWHAILWMIA MO3rOBble M3BUAKUHLI [17].
B rny6buHe 60p0o3j 4acTo pa3BMBaOTCH MaLepaLms M IKC-

Puc. 1. BHelwHun Bua nauneHTta 18 net ¢ nepB1U4HoOM GopmMon

CIKT. KoXKHbl# naTonorMyeckuin npoLiecc oKannsyeTcs B TeMEHHOM

1 3aTblIOYHOM 06NACTAX, HaZ MOBEPXHOCTLIO CKIALOK OTMeYaeTcs
XapaKTepHOe pa3pexeHune BoNoc

Fig. 1. Appearance of 18-year-old patient with primary form of CVG.
Cutaneous pathological process is localized in parietal and occipital
areas, typical thinning hair can be noted above the folds surface
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MUcTouHuK: Benbiwesa T.C., 2023.
Source: Belysheva T.S., 2023.

cyAaums, COMpPOBOXAaeMble HEMPUATHLIM 3amnaxoM, a Haj
NMOBEPXHOCTbIO CKNAAOK MOXEeT GopMMpPOBaThLCS paspexe-
Hue Bonoc [18]. Mpu 3TOM, B OTIMYME OT CUHAPOMA BSSION
KOXMK, 6opo3abl B cnydae CIKI He pacnpaBnsaioTcs npu
HapaBnMBaHuu [19].

Mpu nopo3pennn Ha CMKI nauneHTy TpebyeTcs KOM-
nneKkcHoe o6cnegoBaHMe, BRIOYatolee B ce65 NepBUYHbIN
0CMOTP, c60p AaHHbIX CEMENHOro aHaMHesa, nabopaTopHble
(nccnegoBaHWe rOPMOHaNbHOro MPoduas, OCHOBHbLIX GMO-
XMMUYECKUX MOKa3aTeNien, MapKepoB BUPYCHbIX MHOEKLUI)
N MHCTPYMEHTaSbHbIE (PEHTrEHOrpadus CycTaBoB, KOMMbIO-
TepHas Tomorpadus U MarHUTHO-pe30HaHCHas ToMorpadpus
BHYTPEHHUX opraHoB) metoabl [14]. B psige cnyyvaeB angd
YTOYHEHUS AMArHo3a PeKOMEHA0BAHO BbINMOAHUTL GUMOMNCHLO
HOBOOGPA30BaHWM KOXKKM FON0BbI C NOCNEAYIOWMMHU FTMCTOSO-
TMYECKUMMU U UMMYHOTUCTOXMMUYECKUMU UCCNIEA0BaHUAMM.

B cBA3M ¢ pa3BUTUEM MOSIEKYNAPHO-TrEHETUYECKMX METO-
OB AMArHOCTUKM HEKOTOPbIM MauueHTaM MOXKET noTpeso-
BaTbcs [HK-uccnegosanue. TaKk, Hanpumep, KIMHUYECKas
KapTuHa Lepe6bpudopMHOro HeByCa CalbHbIX Xene3 04eHb
noxoxa Ha CIKI. OgHako B 3TOM c/ly4ae HeByC siBAseTcs
BPOMAEHHbIM, aCUMMETPUYHbLIM, B OCHOBHOM JIOKan1ayeTcs
B BWMCOYHOM 06/1aCTM M 4acTO acCoLMMpOBaH C comaTuye-
CKoW MyTauuen B reHe FGFR2 [20].

NeveHune naumeHToB ¢ nepsuyHon CIKI, Kak npaBuno,
3aK/Ilo4aeTca B rMrmeHn4eckon o6paboTke 60p0o3s C Lesbio
NPOPUNAKTUKU UMHPEKLMOHHBIX OCMOXHEHUN. TaKKe BO3-
MOHO XMPYPrM4eCKOe UCCeYeHMEe NMoparKeHHbIX TKaHewn [21].
Kpome 3Toro, nauMeHTbl AOMKHbI HAX0AMTbCS NoA AUHAMMU-
YeCKUM HabnogeHem y HeBponora, odTanbmosora u gep-
mMaTofiora € Lefnbio BbISBAEHUS COMYTCTBYIOLEW MaTONOMMK
APYrux OpraHoB W/WMn HacneacTBEHHbIX FTEHETUYECKMX CUH-
[POMOB B cfly4ae NepB1MYHON CUMMNTOMATUYECKOW GOPMbI.

Ons nauneHToB ¢ BTOpU4YHOM CMKI AONOAHUTENBHO
K BblllenepeyncneHHoMy TpebyeTcs nevyeHne OCHOBHOMO
3ab0neBaHus.

KAUHUYECKWUA NPUMEP

O nauueHTe

MauuneHTt B., 17 net. Co cnoB oTUa@, NaTONOrMYECKUE
N3MEHEHWUS KOXM BOJIOCUCTOM YaCTU rofioBbl M NMOSCHUYHOM
061acTi cnesa NPUCYTCTBOBANW C POXKAEHMS U yBENNYMBA-
SINCb MPONOPLMNOHANBLHO GUIMONOrMYECKOMY POCTY pebeH-
Ka. lMocne nyb6epTaTHOro neproga oTMeYvanuchb yBenmyeHme
HOBOOGpPa3oBaHUs B 06/1aCTU BONOCUCTOM YacTW rO/OBbI,
nosiBfieHne LepebprdopPMHOM CTPYKTYPbl, Y3NOBbIX 3NIEMEH-
TOB B npeaenax HoBooGpazoBaHusA (puc. 2A), 4TO cTano
noBOAOM Ans o6palleHUs K OHKOAepMaTosory.

®dusuKanbHaga AMarHocTuKa

Ha MOMEHT ocMOTpa Ha KoXe BOOCUCTON YacTu roJioBbI
B TEMEHHO-3aTbl/I0YHON 06nacTu cnpaBa onpegensnacb
OKpyrnas 6asKa TEMHO-CEepOoro uBeTa, ¢ uepebpndopMHON
NOBEPXHOCTbIO, AMameTpom Ao 10 cm. B npegenax HOBOOG-
pasoBaHWs BU3yann3npoBanncb eAnHUYHbIE y3/bl PO30BOro
M ceporo useta gvametpoM 4o 0,7 cm. Ha Koxe NosCHUYHOM
obnactu cneBa onpeaensisiocb NATHO TEMHO-KOPUYHEBOrO
LuBeTa, C YETKUMMU rpaHMLIaMK, HEMPaABWUIIbHbBIX O4epTaHuw,
nvameTpom okono 20 cm.

Mpn KoMnnekcHoM o6cneaoBaHUK NAToiorMmn Co CTOPO-
Hbl APYrMX OPraHOB U CUCTEM HE BbISIBNEHO.

MpeaBapuTeNbHbIA AUArHo3

BBuay BPOXKAEHHOrO XapakTepa HOBOOGpPa30BaHUSA
M AMHAMUKKU UBMEHEHM Gbln NPEAMNONOXKEH ANArHO3 BPOXK-
[EHHOro TUMraHTCKOro MefaHouuTapHoro Hesyca (BIMH)
KOYXW ronoBbl.



Puc. 2. BHewHuit BuA naumeHta: A — Ha MOMEHT o6pallieHus B Bo3pacTe 18 neT; b — Ha atane npuMeHeHUs TKaHeBbIX paclimMpuTenen

(aKcnaHaepoB); B — cocTosiHKe MOc/e XMPYPrUYecKoro iedeHns

Fig. 2. General appearance: A — admission at the age of 18 years; B — using tissue expanders; C — after surgical treatment
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McToyHuK: benbiwesa T.C., 2022.
Source: Belysheva T.S., 2022.

AnHamuKa n ucxopabl

C uenbto auddepeHumnanbHOM AMarHOCTUKK € naxuaep-
MUeN NauMeHTy 6blna BbIMONHEHA GMOMCKUA y4acTKa KOXMK
BOMOCWUCTOM 4acCTW TOMOBbI C MOCAEAYIOWMM FUCTONormye-
CKWUM 1ccneaoBaHueM.

MpY MUKPOCKOMMU B MOBEPXHOCTHbIX y4acTKax HOBOOG-
pa3oBaHMUa ONpeaensioTcs rHe3aHble CKOMIEHUS OAHOTUIM-
HbIX HEGO/bLUMX HEBOUAHbLIX KINETOK 6€3 MUTo308B (pnc. 3b).
B 6onee rny6oKux oTaenax PETUKYNSpHOM AepMbl, B TOM
yucne Mexay npuaaTkaMu KOXKM, OMyxofieBble KNETKU CTa-
HOBATCA Gonee KPynHbIMW, TEPSIOT THEe3[JHOe CTPOEeHUe,
OTMEeYaloTCs MX pacCesiHHbI pocT (puc. 3B) M npu3HaKku
Henputnzaumm (puc. 3IN). Beibyxalowmi y3enoK npeactaBneH
GU6pPO3NPOBAHHON COEAMHUTENBHON TKaHbIO C HEOOMbLIU-
MU cy63anuaepmMasnbHbIMU CKOMIEHUSIMU HEBOWAHBIX Kie-
TOK. Taknm 06pa3oM, HOBOOGPA30BaHUE KOXWU BONOCUCTOM
yacTu ronosbl 6bI10 pacueHeHo Kak BIMH ¢ gecmonna-
CTUYECKMM KOMMOHEHTOM. [1Ns NOATBEPXAEHWS AuarHosa
TaKXe 6blf0 BbIMNOJHEHO MMMYHOTMCTOXMMUYECKOE Uccre-
JoBaHMe. BbiiBneHa aKcnpeccus MenaHouWTapHbIX MapKe-
poB — Melan A (puc. 4A) u HMB45, poKanbHasi Mo3anyHas
aKcnpeccusa pl6 (puc. 4b), oTMevaeTca HU3Kas nponudepa-
TUBHas aKTMBHOCTb KiB7 (puc. 4B).

YuutbiBass pasmepbl M NoKanu3auuio obpas3oBaHus,
a TaKXKe Mo 3CTETUHECKUM COOBPaXKEHUSIM, B NOCIeayoWeM
GbINI0 NPOBELEHO XMPYPrMyecKkoe ucceyeHue B npepenax
3[00POBbIX TKAHEN C UCMONb30BAHWEM TEXHONOMMW IKCMNaH-
[IEPHOr0 pacTsaXeHUs TKaHew (puc. 2b). MepBbiM aTanom noj
KOXY BOJIOCMCTOW 4acTW FOMOBbl Ha MpUnexalux K obpa-
30BaHWIO 30HaX OblIM MMMAAHTMPOBAHbLI 2 CWUAMKOHOBbIX
3KcnaHaepa. Lenb gaHHOro BMellatenbcTBa — Mosyye-
HMEe Heo6X0aAMMON NnoLwaan opraHOTUNMYECKOW NMOKPOBHOM
TKaHW Ans nnactuku fedekta. MNocne atana TKaHEBOro
pacTsKeHUs NpoBeAeH BTOPOW 3Tamn XMPYPruyecKoro nevye-
HUS — uccevyeHne o6pas3oBaHMa € MNacTUKoM JedeKra
nepemelLleHHOM NOKPOBHOM TKaHblo (puc. 2B).

MpM MaKpOCKOMUKU MOBEPXHOCTb KOMHOMO JIOCKYyTa Ha
BCEM MPOTSKEHUU MUMEET MENIKO3EpPHUCTLIM BUA GneaHo-

KOPMYHEBOTO LiBETA. B LeHTpe nocKkyTa onpeaensieTcs ysen
pa3mepamn 0,8 X 0,7 X 0,5 cm cepoBaTo-6€KEBOrO LBETA
Ha paspes3ax, BblOyxaloWnn Haj MOBEPXHOCTbIO (MUKPO-
CKOMWYECKMI CPe3 Ha ManoM yBeWYEHWUM NPEeACTaB/eH Ha
puc. 3A). Tuctonornyeckoe wuccnefoBaHne COOTBETCTBYET
nepBMYHOMY OMMUCAHMUIO BUONCUUHOIO MaTepuana.

Puc. 3. [ncTonornyeckoe nccnegoBaHne obpasua ncceHeHHom

KOYXM rof10Bbl (OKpaLlMBaHWe reMaToKCUIMHOM-303MHOM):

A — y4aCTOK KOXM C BbIGYXatoLMM ONyXoneBbIM y3nom; b — rHesgHble
CKOMNEHWSI HEBOMAHbIX KNETOK; B — paccesiHHble HEBOUAHbIE KINEeTKH

B PETUKYNSPHOW AepMe Mexzay NpuaaTkaMu KoXu; [ — npusHaKku
HeWpuUTU3aLMK B rYGOKMX yHacTKax HOBOOGPa30BaHUs

Fig. 3. Histological study of excised scalp sample (hematoxylin-eosin
staining): A — skin area with protruding tumor node; B — nevoid
cells nests; C — diffuse nevoid cells in reticular dermis between
dermal appendages; D — signs of neurotization deeper in the lesion

B
McToyHuK: BuwHesckas 4.B., 2022.
Source: Vishnevskaya Ya.V., 2022.
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Puc. 4. iIMMyHornctoxMMmyeckoe uccnefoBaHune obpasua Koxu ronoBbl (yBennyenme X 100): A — anddysHas akcnpeccusi Melan A B onyxoneBbix
KneTkax; b — mo3anyHas akcnpeccusa pl6 B onyxoneBbix KneTkax; B — Ki67 akcnpeccus B eAnHUYHBIX OMyX0neBbIX KNeTKax, BbipaxeHHas

3Kcnpeccusa B 6a3asbHOM Cfoe anuaepmuca

Fig. 4. Immunohistological study of scalp sample (X100): A — Melan A diffuse expression in tumor cells; B — p16 mosaic expression in tumor

cells; C — Ki67 expression in single tumor cells, pronounced expression in epidermis basal layer

~ A -, - -

McTouHuK: BuwHeBckas 9.B., 2022.
Source: Vishnevskaya Ya.V., 2022.

YuutbiBas accoumaumio BFTMH ¢ natoreHHbIMy BapuaHTta-
MU B reHe NRAS, 6b1/10 BbINOMIHEHO MOJIEKY/IAPHO-TEHETUYE-
cKoe uccnegoBaHue Ha nnatdopme NextSeq 2000 lllumina
METOOM MapHO-KOHLLEBOro 4teHma (2 x 150 n.o.) Ha oc-
HOBE METOAMKWM TMBPUAN3ALMOHHOIO CEeNeKTMBHOro 060-
raweHus ¢parmeHtamu HK ¢ vMcnonb3oBaHMeEM NaHenu
reHoB «MenaHoma». CNUCOK reHoB, BXOAALWMX B Uccneaye-
MYIO TapreTHyto naHenb: BRAF, LRP1B, TP53, TERT, FAT4,
GRIN2A, PTPRT, PTPRD, CDKN2A, PREX2, NF1, ROS1,
NRAS, KMT2C, NOTCH1, ERBB4, KDR, ARID2, FGFR3,
HRAS, ARID1A, HDAC9, PTEN, APC, PIK3CA, KIT, CTNNB1,
TET2, PDGFRB, ATRX, SETD2, TSC2, SF3B1, TSC1, MET,
GNAQ, PPP6C, RAC1, PDGFRA, SYK, BAP1, KRAS, NF2,
DDX3X, MAP2K2, GNA1, MITF, MAP2K1, CCND1. OaHaKo
naToreHHbIX BapMaHTOB B WCC/AEeQyeMbIX FeHaX, BKtoyas
NRAS, He o6Hapy»eHoO.

MporHo3s

YyutbiBas pagmkanoHoe yaaneHne BIMH, puck pa3suTtus
MeNlaHOMbI He NpeBbIWAaeT 06LWenonyasauMoHHOro. MauneHTy
PEKOMEH/0BAHO AMHAaMUYeCcKoe HabnoaeHue.

OBCYXAEHME

BpoxkAeHHbIM MenaHouWUTapHbIA HEBYC siBASieTCA A06pO-
Ka4yeCTBEHHbIM HOBOOOGpPa30BaHUEM KOXMK [22]. [MraHTCKUM
cyuTaloT HeBYC pa3dmepom oT 20 cM WM 3aHMMaloLWMIK aHa-
TOMUYECKyto obnacTb [23], Npy 3TOM NOTEHLMaN 3/0Kaye-
CTBEHHOCTU PE3KO yBennyiuBaetcs. [ BOIOCUCTOM 4acTu
rofioBbl y NaLMEHTOB AETCKOro M NoApoCTKOBOro Bo3pacTa
FTMraHTCKMM MPUHATO cYMTaTb HEBYC OT 5 cM B auameTpe.
Takke BIMH, KaK 1 B cny4yae Halwero nauueHTa, 06bl4HO
MPWUCYTCTBYET C POXKAEHUS U MOXET TpaHCcHOopMMpoBaThCS
C TEYEHMEM BPEMEHM C UBMEHEHMEM MUIMEHTALMM U pas-
BUTUEM BblIpaXKEHHOW AePOpMaLINUU KOXKM.

B 6onbwnHcTBE cnyvyaeB BIMH accounnpoBaHbl ¢ coma-
TMYeCKMMKU mMyTaumnsamun B reHe NRAS [24]. OgHaKo nocnea-
HWe uccnefoBaHWS AEMOHCTPUPYIOT HOBblE TEeHETUYECKUe

anbTepauunn. Tak, Hanpumep, B uccnegoBaHuun V. Martins
da Silva n coaBT. natoreHHble BapuaHTbl B reHe NRAS 6binu
ob6HapyXeHbl y 9 n3 21 nauueHTa, Mytauumn B reHax BRAF,
KRAS, PIK3CA 6binu BbisiBNEHbl N0 1 ciyyato Ha KaxKablvi reH,
fusion-myTaumm o6HapyXKeHbl y 2 U3 21 nauyueHTta, coyeTa-
HWEe MyTaLWn B HECKONbKMUX reHax — y 4 n3 21 nauueHTa.
Mpun atom B 3 U3 21 cny4yas MyTauuun He 6blin BbISBEHbI HA
B OAHOM U3 UccreayeMblx reHoB [25].

[Ons Hawero nauMeHTta Oblla UCNOb30BaHa LWKMPOKas
naHenb reHoB, OAHAKO NaToreHHbIX BapnaHTOB B Uccneaye-
MOM 06pa3ue He 6blI0 06HapYXeHO, YTO BBUAY BbllleCKa-
3aHHOro He UcKIto4aeT anarHo3 BIMH.

B oTanune oT NprMoGpPETEHHbLIX MENnaHOUMUTapHbIX HEBY-
coB, Mopdonornyeckaa KaptuHa BIMH xapaktepuayetcs
NMOBbILEHHbIM KOJIMYECTBOM MENaHOLUMUTOB B 6Gas3afibHOM
cnoe anuaepmMuca nNpy OTCYTCTBMM B COCOYKOBOM CloE Aep-
Mbl. TaKXe 4acTo OTMe4yaeTcs rHe3[HOe pacrnosioXKeHue
HEBOMAHbIX KNETOK BOKPYr NPUAATKOB KOXW. Mpu nposeje-
HUM UMMYHOTMCTOXMMMYECKOrO MCCNeAoBaHuUsl, KaK npaBu-
N0, 0GHapyKMBaOTCA NULWb €ANHUYHbIE HEBOUAHbLIE KIETKM
C NMONOXMTENbHOW aKcnpeccuen Kib67, 4To NnoaATBEPKAAET MX
HU3KWIW NOTeHUMan npoandepauunm [26].

B Hawem KIMHMYEeCKOM HabnogeHun pesynbtar Mop-
$OoNorMyecKoro MccneaoBaHUsl MOSHOCTbIO COOTBETCTBYET
BI'MH: rHe3gHble cKonAeHnsa OAHOTUMHbIX HEOGObLIMX HEBO-
MOHbIX KNETOK 6e3 MWTO30B, MOJIOKUTENbHAA 3KCNpeccus
Melan A n HMB45, dokanbHasa Mo3anyHas akcnpeccus plo,
HU3Kasa nponndepaTMBHasa akTMBHOCTb KiG7.

HecmoTps Ha U3BECTHbIE KPUTEPUN AMATHOCTUKM, B paae
CNy4aeB YCTaHOBNEHWE AMarHo3a NpeAcTaBAseT onpeaeneH-
Hyt0 TpyAHOCTb. Tak, Hanpumep, M.E. Cullom 1 coaBT. np1BO-
a1 onncaHue 20-NeTHEro Myx4uHbl ¢ KMHUKow CIKI [27],
0[JHAKO, KaK W B HalwleMm HabnwogeHuu, nocne goobenenoBa-
HUA 6b11 BepuduumnpoBaH BIMH.

OnddepeHumanbHaa AMarHoCTMKa B 3TOM Cllydyae Kpaw-
He BaXkHa, NnockonbKy BIMH accouunpoBaH ¢ NoBbIWEHHbLIM
PUCKOM pa3BuUTUS MenaHoMmbl — 3-11% [28, 29]. Npuyem



nokanusdauus BIMH Ha Koxe rofioBbl MOXET CONPOBOXKAaTb-
CSl HEMPOKOMXKHbIM MenaHO30M WM 3HAYUTENIbHO MOBbIWAET
PUCK MenaHOMbl MeHWHreanbHbix o6onoyeKk [30]. B cBasu
C 3TUM TaKTUKa BeaeHuns nauuneHTos ¢ CMKI 1 BIMH npuH-
unnuanbHo otnunyvaetca. B cnydyae CIKI xupypruyeckoe
NleYyeHne NoKasaHo C Liefibio 3CTETUHECKON KOppEeKL MK, npu
BIMH BofocucTon 4acTu ronoBbl MaLMEHTbl HYXAalTCH
B MOXW3HEHHOM AMHAMWYECKOM KOHTPO/IE AEPMATOOHKONO-
ra, HeBposiora, odpTanbMosiora, a XMpypruyeckoe neveHue,
Nno laHHbIM NUTEPaTYPbl, CNOCOGHO HECKONIbKO CHU3UTb PUCK
ManurHm3auuu B npegenax HosoobpasoBaHua [29, 30].

3AK/TIOMEHUE

HecmoTps Ha XxapaKTepHy KIMHU4YecKyto KapTuHy CIIKT,
nauveHTam pPeKoMeHJ0BaHO KOMMIeKCcHoe obcneaoBaHue,
NMOCKOJIbKY ANs psifa KOXXHbIX 3abofeBaHui ONUcaHbl aTu-
NMUYHbIE MNPOSIBNEHUS, HanoMuHatowme 60po3abl U U3BU-
JNIMHbI. PasnunyHbIiM NPOrHO3 W MOAXOAbl K Jie4eHuto obyc-
NI0BAMBalOT HEO6XO0AMMOCTb CBOEBPEMEHHOW MOCTAaHOBKM
NpaBWAbHOrO AMarHo3a.

WHO®OPMUPOBAHHOE COINIACUE

OT nauuMeHTa Mnony4eHO MUCbMEHHOE WHGOPMUPOBAH-
HOe [06pOoBOJIbHOE cornacue Ha NybnMKauuilo OnucaHus
KNMHWYECKOro cnyyaa u ¢otorpaduin (gata noanucaHus:
17.06.2022).
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The patient has signed written informed voluntary
consent on case report publication and photographs (signed
on 17.06.2022).
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