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0O6ocHoBaHHe. [lcopnas v BUTUIIMIO — XPOHMYECKME OTHOCUTE/IbHO PAacrpOCTPaHEHHblE 3ab0/1eBaHMs KoK, BmecTe
C TeM, coyeTaHue aTnx 3aboseBaHUi y eTel oTMevaeTcs peaKko. CodeTaHme ncopuasa v BUTUINIO y peb6eHKa ¢ CUHAPOMOM
Cotoca paHee He onucaHo. OnucaHue KIMHUYECKOro ciy4as. Pe6eHoK (Manbynk), Bodpact 10 net. [ocnutann3mpoBaH
C anobamu (CO C/0B MaTEPU) Ha BbIChINAHMS Ha KOXE roJi0Bbl, Ty/I0BULIA, KOHEYHOCTEMN, COMPOBOXKAAILIMECS JIETKUM
3y/I0M, HE CBSI3aHHbIM C BPEMEHEM CYTOK. [1aTO/IOrMYECKMI KOXHbIM MPOLEeCcC HOCUT PacrpOCTPAHEHHbIA XapaKkTep.
MaumeHT runepakTMBEH, HEYCUAYMB, SMOLIMOHA/ILHO N1abUIEH, pasapa)kuteneH. XKanobbl Ha BbiCbiNaHUsl ¢ 7-71€THEM0
Bo3pacTta. B 8-netHem Bo3pacTe ycTtaHoB/eH cuHApom Cotoca (BapuaHT ¢.6559C>T (p.Arg2187Ter) B aKk30He 23 reHa
NSD1 (5935.3), ayToCOMHO-AOMUHaHTHbIM TUMN HacaegoBaHUs (MaTtosormyeckuit aanenb de novo)). B Bo3pacte 8,5 net
AMarHoOCTUPOBaH BYJibrapHbli rcopmas, conyTCTBYOLMIA AMarHo3 — BUTUIINIO, OrpaHnYeHHas popma. B cTauymoHape npo-
BefleHa cuMnAToMaTMYecKas MpoTMBO3YAHAs U Hapy)KHas natoreHeTnyeckas tepanusi. PototTepanms He Ha3HavyeHa BBUAY
Hann4ms OTHOCUTENILHOrO MPOTMBOINOKa3aHms (Manas peTpolepebpasibHas KMcTa) U 0CO6EHHOCTEN OCHOBHOIro 3aboseBa-
HUs (TMNepaKTUMBHOCTb, HEYCHAYMBOCTb), 3aTPYAHSAIOMX pa3MelleHne pebeHKa B KabuHe goToTepanuun. Ha ¢oHe nevyerHns
(14 cyT) oTMeyYeHa NoNoKUTEbHAS AUHAMMUKa: MICYE3HOBEHME 3y/1a, YMEHbLLIEHNE BblIPaXXEHHOCTH LIENYILEHNS, YITIOLEHUE
M no6aeAHeHNEe NcopuaTMIECKUX 31EMEHTOB ChIMW [0 MSTEH MOCTBOCMAINTEbHON MMNONUrMeHTaUun. Ha Koxxe o6nactu
MpaBoro KOJAEHHOro cyctaBa oyar AenurMeHTaumumn 6e3 uaMeHeHmi. BeinucaH aas ambynatopHoro HabmoaeHus. MporHoa
151 XKM3HM 110 CUHAPoMy CoToca M KOXXHOMY rpoLeccy 61aronpusaTHbIA. 3akatoYeHue. [lpeacTtaBieHo nepBoe MeAULMHCKOe
HabAeHne ciyyas ncopuasa v BUTUANIO y pebeHKa ¢ cuHapomom CoToca. NaToreHeTnyeckas cBsi3b yKa3aHHbIX 3a6osie-
BaHWI OAHO3HAYHO He ornpeaesneHa. J/ledeHne B Takux ciydasix TpebyeT COBMECTHOIO y4acTusl ePMaTo/IoroB, reHETMKOB
W neanaTpos.

KnroueBsbie cnoBa: cuHapom CoToca, ncopuas, BUTUINIO, PEBEHOK, KITMHUYECKUI Cayqan

Ansa yntnpoBanus: EdpaHosa E.H., Tackaesa [.I. CodyeTaHne ncopunasa v BUTUAUIO y pebeHKa ¢ cMHaApoMom CoToca: KNUHK-
YeCKuw cnyvan. Bornpockl coBpemeHHon neanatpumn. 2024;23(2):111-115. doi: https://doi.org/10.15690/vsp.v23i2.2742

Elena N. Efanova, Daria G. Taskaeva

Surgut State University, Surgut, Russian Federation

Combination of Psoriasis and Vitiligo in a Child
with Sotos Syndrome: Clinical Case

Background. Psoriasis and vitiligo are chronic, relatively common dermatological diseases. Meanwhile, their combination in children
is rare. The combination of psoriasis and vitiligo in a child with Sotos syndrome has not been previously described. Clinical case
description. The boy, 10 years old, was hospitalized with complaints (according to his mother) of rashes on the scalp, body, and limbs,
with mild itching that was not related to the time of day. The pathological skin process was widespread. The patient was hyperactive,
restless, emotionally labile, irritable. Complaints of rashes was mentioned firstly at the age of 7. Sotos syndrome was established at the
age of 8 (variant c.6559C>T (p.Arg2187Ter) in 23 exon of the NSD1 gene (5935.3), autosomal dominant type of inheritance (pathological
allele de novo)). Psoriasis vulgaris was diagnosed with secondary vitiligo (localized form) at the age of 8.5 years. Symptomatic antipruritic
and external pathogenetic therapy was performed in the hospital. Phototherapy was not prescribed due to the relative contradiction
(small retrocerebral cyst) and the peculiarities of major disease (hyperactivity, restlessness) that complicated to place the child in the
phototherapy booth. Positive dynamics was noted during the treatment (14 days): no itching, decrease of peeling severity, flattening
and blanching of psoriatic rash elements to spots of post-inflammatory hypopigmentation. The lesion (focus of depigmentation) on the
right knee joint skin remained unchanged. The patient was discharged to outpatient care. The prognosis for Sotos syndrome and skin
lesions is favorable. Conclusion. The first medical observation of the child with Sotos syndrome burdened with psoriasis and vitiligo
is presented. The pathogenetic correlation of these diseases is not clearly defined. Management of such cases requires the joint
collaboration of dermatologists, geneticists and pediatricians.
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Clinical Observation
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KnuHunyeckKoe Ha6noaeHue

OBOCHOBAHME

CuHgpom CoToca — peaKkoe MynbTUCUCTEMHOE TeHETH-
yeckoe 3aboneBaHue, NMPUYUHOW KOTOPOro SABASIOTCA CMOH-
TaHHble M3MeHeHuss reHoB NSD1, koaupytowero 6enoK
ARA267 — rvucToHOBYIO MeTUNTpaHcdepasy, peryimpyoLlyo
[BYHanpaBneHHO TpaHcKkpunumio reHoB [1], u NFIX, Koau-
pylolWero TPaHCKPUMNUMOHHBLIN (aKTop, CBA3bIBAlOLLIMKCS
C NPOMOTOpPaMu reHoB, CoAepKallMMK NocneaoBaTenbHOCTb
TTGGGNNNNNGCCAA [2]. YacToTa cuHgpoma CoTtoca B nony-
naunn ouenmBaetcd B 1 cnydan Ha 10—15 TbiC. HOBOPOX-
feHHbIX [3]. KnMHUYeCKMMK npusHakamu 601e3HU ABNFIOTCA
BbICOKMM TEMMN pOCTa B paHHEM BO3pacTe C HapylleHWEM
GopmupoBaHMa cKeneTa, Makpouedanus, NpPU3HaKku akpo-
Meranuu (BbICOKMM U LUMPOKUIM 106, YKPYMHEHUE YentoCcTen,
A3blKa, KUCTEW W CTOM, MMYyOOKWMWA M XPUMJbIA FO0C, rONoB-
Hble 60nu1) [4], cneunduyeckne rpybble YepTbl NuMLa, aHTU-
MOHIO/IONHbIM pa3pes3 rMa3, yMCTBEHHas oTcTanocTb [5].
Y 2-15% naumeHToB ¢ u3meHeHussmmn reHa NSD1 onucaHbl
acTUrMaTM3Mm, KaTapaKTa, rMnepMeTponus, MUOMUS, HACTarM,
Kocornasue, xonecteatoma, KOHAYKTUBHasA TyroyxocTb, 3anop,
KOHTPaAKTYpPbl, KPaHMOCMHOCTO3, KPUMTOPXM3M, racTpo33o-
dareanbHbll pednioKC, remMaHrmombl, remuruneptpodus,
6onesHb MpwnpyHra, rugpouene, runepkanbuMeMus, rmno-
[IOHTUS, TMNOCNaaus, rTMNoTMPEO03, NaxoBble 1 MYNOYHbIE IPbl-
W, HeOHaTaNbHas rMnNorNMKemMus, BOPOHKOO6pa3Has rpyaHas
KneTka, GUmo3s, cybnneBpasbHble My3bipu, SKBMHOBapPYyCHas
nedopmaums C€Ton, aHOManMKM MO3BOHKOB, CUHAAKTUAUS,
rMnonfaasvna Hortew, rmnep- U rMnonurmeHTauus Koxu [5].
B ogHOM cnyyae y naumeHTku ¢ cuHapoMom Cotoca B Bo3pac-
Te 39 neT onucaHo pas3BUTUE BUTUAUIO [2], HO O COYETAHUU
C APYrMMU XPOHWYECKMMK 3ab0NeBaHUSIMWU KOXM, BKJIKOYas
rcopuas, He coobLyanock. BmecTe ¢ Tem coyeTaHne ncopmasa
1 BUTUANIO B OTEYECTBEHHOM [5] M 3apyOGeHOM MeANLIMHCKON
nuTepatype [6, 7] onucaHo HEOAHOKPATHO.

Hue npeactaBneHO NepBOe OMNUCaHWE KIMHUYECKOro
cflyyas ncopvasa M BWUTMAWIO Yy NalMeHTa C CUHAPOMOM
Coroca.

KJAMHUYECKHUA NPUMEP

O nauyueHTe

MaumneHT I, MmanbynkK, Bo3pacTt 10 net. anobbl, co cnoB
MaTepu (B CBA3WM C 3a[E€PXKKOW MCUXOPEYEBOro Pas3BUTUS
W HapylleHMEM 3BYKOMPOW3HOLWIEHUS ¥ pebeHKa), Ha BbIChI-
NnaHWa Ha KOXe roMoBbl, TY/JIOBULLA, KOHEYHOCTEM, COMpO-
BOMJAIOLIMECA IETKUM 3Y[I0M, HE CBSI3aHHbIM C BPEMEHEM
CYTOK, BO36YyAMMOCTb, 6E€CNOKONCTBO, TPEBOXHOCTb.

AHamHe3 3a60/1eBaHHs

BbicbinaHusi B BUAE GeNbIX MNATEH HA KOMXE KOJIEHHbIX
CyCTaBOB MNOSIBUINCb B BO3pacTe 7 JieT Mocne akKTUBHOW
nMHconsaumn. Mo aTomy MoBoOAy K cneuuanuctam He obpa-
wanucb. Yepes 5 mec maTb 3amMeTuna HOBble BbiCbina-
HUS Ha KOXE XXMBOTa, BbICTynakolMe Haj MOBEPXHOCTbIO
KOXMU. [losaBneHne cbinv cBA3ana ¢ 3MOLMOHalbHbIM Nepe-
Hanpsi>keHmem (obydyeHne pebeHKa B 1-m Knacce LWKOMbI).
CamMocTosITeNIbHO UCNoNb30BaNW aHTUIMCTaMUHHbIE Npena-
patbl, 6e3 adpdekTa. Cnycta 1 mec obpatuancb K neauvaTpy
Nno MECTY }WUTEeNbCTBa B CBA3W C pacnpoCTpaHEHNEM BbiCbl-
naHWM Ha KOXy TyNoBMLLa. bbina Ha3dHavyeHa HapyXHasa Tepa-
nus (Ha3BaHWS NIEKAPCTBEHHbIX MPEenapaTtoB He MOMHMUT),
6e3 addekTa. PebeHOK Obin HanpaBneH NeaMaTPoM Ha KOH-
CynbTaLMio B KOXHO-BeHeponornyecknn aucnaxcep (KBA)
no MecTy XuTenbctBa. OaHako nauuneHT obpatuncsa B KB/
nvwb B Bo3pacTte 8,5 net. K aToMy BpeMEHHM Cbifb pacnpo-
CTpaHunacb M Ha BONOCUCTYIO YacCTb rofioBbl. Pe6eHOoK 6bin
rocnuTanua3uMpoBaH B AHEBHOW cTaunoHap KB/, rae ycrta-
HOBJIEH KIIMHWYEeCKMI anarHos: «L40.0 MNcopunas BynbrapHbIn,

pacnpoCcTpaHEeHHbIN C NOpPaXKEHMEM BOJIOCUCTOMN YacTu rono-
Bbl, CTaLlMOHAPHaa CTaaus, BNepBble BbIABAEHHbIN», COMyT-
CTBytOWMI anarHo3: «L80 Butunuro, orpaHndeHHas dopman.
Monyyan HapyxHyl Tepanuio (Has3BaHWUS JleKapCTBEHHbIX
npenapatoB MaTb pebeHKa He MOMHWT, BbIMUCKa U3 Meau-
LIMHCKOM OOKYMEHTaL MK OTCYTCTBYET) Ha NpoTsKeHun 14 cyr,
BbIMKWCaH C yydlleHMEM KOXHOro npouecca. Cnycta 10 mec
BHOBb OTMETWUM pacnpoCTpaHeHMe BbICbINaHWM, 4TO MOCy-
U0 MPUYMHOW HacTosLLEN rocnuTannsauum B OHEBHOWM
ctaumoHap KBA.

AHaMHe3 XU3HU

Pe6eHoK oT 1-i 6epeMeHHOCTH, NpoTeKaBLWEN Ha GoHe
rectosa, ypeannasmosa, rectauMoHHOro nuenoHedpwuta,
XpOHMYecKkon deTonnaleHTapHOM HegoCTaTOYHOCTU, MHOIO-
Boaus. Poaunncs B pesynbtaTte onepaTMBHOro pogopaspelle-
HUS B cpoKe rectauuun 41 Hed. Macca Tena npu poxaeHnn —
4720 1, poct — 60 cM. BbinucaH Ha 4-1 AeHb C AMArHO30M:
«4pe3mMepHO KPynHbIN pebeHOoK. [epeHoLleHHbIn pebGEHOK.
dusnonornyeckaa xentyxar». C poxaeHusas MaTb OTMeva-
Nla 6ecnoKoncTBo pebeHKa, 0CO6EHHO MNpu NPOBYKAEHUM.
PerynsapHo Habnogancs y neguaTpa U HeBposiora rno mMecty
UTENbCTBA C TMMNEPTEH3UMOHHO-ruapoLedanniyeckum CuH-
LPOMOM, NepuHaTanbHbIM MOPaXKEHNEM LEHTPaNbHON HEPB-
HOM CUCTEMbI, MepuHaTanbHON aHUedanonatmen, MMaToOHK-
YECKUM CUHAPOMOM, TMraHTM3MOM, 3a4EePKKON MOTOPHOrO
pa3BuTUS. HeogHOKpaTHO nonyvan Kypcbl ambynaTopHOro
W CTalMOHapHOro nevyeHus, 6e3 apdeKta. B 2-netHem BO3-
pacTe AMarHoCcTMpoBaHa 3afdepKa MCUXopeyeBoro pas-
BUTUS. AMOYnaTopHOE fle4eHre no 3TOMy NMOBOAY NOA KOHT-
ponem HeBposora, ncuxuatpa, cypaonora W neguatpa, 6e3
adodekTa. C 3-neTHero Bo3pacrta Habnogancs y dHAOKPUHO-
nora ¢ gMarHo3om: «<KOHCTUTYLMOHaNbHas BbICOKOPOCOCTb,
MaKpocoMUs». PerynapHble 3aHATHS ¢ 1Ioronejom 1 Ncuxosno-
rOM MO KOPPEKLMKU 3a4ePrKKM NCMXOPEYEBOro pa3sutus, 6e3
adpodekTa. B 4-neTHeM Bo3pacTe AMarHOCTMpPOBaHbl rpybas
3a[eprKKa NcuxopeyeBoro pa3BuTUs, CUHAPOM FMNEPaKTUB-
HocTW. O6cnegoBaH HEMPOXMPYPIrOM, FEHETUKOM; PEKOMEH-
[l0BaHbl MEeAMKO-COoLManbHas 3KCNepTM3a U reHeTnyeckoe
obcnegoBaHne Ha cuHapoMm MapTtuHa — benn (no peuwe-
HUIO poauTenen He npoBoaunuck). o 7-neTHero Bo3pac-
Ta HEOAHOKPATHO KOHCYNbTMPOBAH HEBPONIOrOM, HeWpo-
XMPYProM, MCUXMaTpPoOM, FEeHETUKOM; Mojyyan MOBTOPHbIE
Kypcbl Tepanuu (puauoTtepanus, nedyedbHas PuU3KynbTypa,
cefaTMBHbIE M HOOTPOMHbIE NpenapaTbl) B ¢BA3M ¢ Aucoda-
3MeN pasBUTUS, AM3apPTPUEN, TMNEPAUHAMUYECKUM CUHA-
POMOM, WHTENEKTYaNbHO-MHECTUYECKUMWN HaPYLUEHUAMMU,
6e3 adodekta. C Havyanom 06y4yeHUs B LIKONE BbISBUIUCH
aucrpadus, AUCNEKCUS, TUNepaAnHaMUYECKUA CUHAPOM,
NPUCOEANHUINUCE FONOBHbIE 6ONM HaNPSKEHUS, 3IMOLMO-
HanbHaa NabWnbHOCTb, HOYHbLIE XOXAEHWS MO KBapTUpe.
MporpeccrupoBanu NposiBNEHUS MakKpocoMuu. B 8-netHem
BO3pacTe MeHeTMKOM MO PernmoHasbHOM MnporpamMmme npo-
BE€AEeH XPOMOCOMHbIN MWKPOMAaTPUUHbIN aHannu3 — aucba-
NaHc He BbiSiBNeH. PekomeHaoBaHa NnaHoBas KOHCYAbTaLms
reHeTuKa B degepanbHOM MEAWKO-TEHETUHECKOM Hay4YHOM
LeHTpe. B pesynbrate CEKBEHMPOBAHWS 3K30Ma BblISIBNEH
naToreHHbln BapuaHT ¢.6559C>T (p.Arg2187Ter) B aK30He 23
reHa NSD1 (5935.3), onpeneneH ayToCOMHO-AOMUHAHTHbIN
TMN HacnegoBaHWs (NaTonornvyeckuin annenb de novo). Ha
OCHOBaHWKM 3TUX OaHHbIX B Bo3pacTe 8 neT pebeHKy aua-
rHocTMpoBaH cuHapoM CoToca. BbisiBAeHbl AonAuxocurma,
3anop, noaaeduruUnTHOE COCTOSAHUE (KOINOUAHbIE CKOMNEHUS
B 06enX O0N9X LWMTOBUOHON XKenesbl, 3yTUPeo3), HOCUTENb-
CTBO aHTUTEN K TUpeonepoKcuaase, PUMo3, HOYHOW IHYpPES,
KanMKOMMeNnoaKTasnsg ¢ 06enx CTOPOH, My3blPHO-MOYETOou-
HUKOBbIM pednioKC crnpaBa, pe3uayanbHasa LepebpanbHas



HefOCTaTOYHOCTb, HEBPOTUYECKUI CUHAPOM, TMNEPANHAMMU-
YeCKoe pPacCTPOWMCTBO MOBEAEHMS, KOTHUTUBHbIA AedULmT,
ncesnobynb6apHas aM3apTpus, Manas petpouepebpanbHas
KWCTa, FoNoBHbIE 60N HAMNPSXKEHUS, AUCKMHE3US KENYEBbI-
BOASALMX MyTEN MO rMNOMOTOPHOMY TUMY, BTOPUYHbIN Lienna-
KWMHbIA CUHAPOM.

N3 nepeHeceHHbIX 3a60fieBaHNU: OCTpble pecnupaTtop-
Hble MHOEKUUKN, MHOEKLMOHHBIN MOHOHYKNE03, LiMTOMEera-
NOBUPYCHaa MHOEKUMUS. XpOHUYECKMEe 3ab0neBaHUs KOXM
y 6AMKaNLLMX POLCTBEHHUKOB B TPEX MOKONMEHUSX HE BbISiB-
NeHbl. TybepKynes, onucTopxo3, BUPYCHble renatutbl, BUY,
cuodunnc otpuuaet. AnneproaHamMHe3 6e3 0COGEHHOCTEN.
C poxaeHus MNpOXKMBAET B PErMoHe, Mo KaMMaTUYECKUM
YCNoBUAM NMPUBNMKEHHOM K panoHam KpanHero CeBepa.

dusuKkanbHaa AMarHocTuka

Pe6eHOK runepakTMBEH, HEYCUAYMB, ISMOLIMOHANbHO
nabuneH, pasaparuTeneH. [1laTtonorniecknim KOxHbl npoLece
HOCWT pacnpoCTPaHEHHbIN XapaKTep ¢ AnPdy3HbIM BOBMEYE-
HMEM KOXM BOJIOCUCTOM YacTu rofioBbl, nLa, Wen, TYN0BULLa,
BEPXHMX U HUIKHUX KOHEYHOCTEN. BbicbinaHns npeacTaBfieHbl
MHOECTBEHHbIMW MWAWAPHbBIMU, NEHTUKYISPHBIMK Nanyna-
MU PO30BO-KPACHOrO LiBETa C YETKUMM rpaHnLLI@Mm, OKPYrbIX
dopM, C yMEPEHHON UHOWUABTPALMEN B OCHOBAHUU, NIEMKUM
cepebpucTo-6enbiM LENYLWEHNEM Ha MOBEPXHOCTU, MHOMKe-
CTBEHHbIMWU NSATHAaMW MOCTBOCMANUTENBHOM TUMOMUIMEHTa-
umn. lMcopuatuyeckana Tpuaga nonoxutenbHas. CuMnTom
KapTtamblleBa NoNoXuUTENbHbIN (prc. 1, 2).

Ha koxke obnacTtu pasrmbaTtenbHOM NOBEPXHOCTM NpaBo-
r0 KOMIEHHOro cycTtaBa o4ar AenUrMeHTauuu C YETKUMMU
rpaHuLamu, okpyrnon Gopmbl AMaMeTpom Ao 5 cm (puc. 3),
B Nyyax Namnbl Byga oTmevaeTcs mMonovHo-6enoe cBeve-
HWe. Bonockl B oyare nnweHbl NUrMeHTa. Mepudepunyeckme
nMMmdaTMyeckne ysnbl He yBennyeHbl. HorteBble nnacTuHbl
KWUCTEW M CTON He U3MeHEeHbI. CycTaBbl BU3yanbHO HE U3Me-

Puc. 1. NaunenT I, 10 net. Bbicbinanus
Ha KOXKe TyNoBMULLa, KOHEYHOCTEN

Fig. 1. Patient G., 10 years old. Rashes
on the body and limbs skin

KOHeYHoCcTewn

Puc. 2. NaunenT I, 10 net. Boicbinanus
Ha KoXKe 3a[HeN NOBEPXHOCTU HUKHMUX

Fig. 2. Patient G., 10 years old. Rashes
on the posterior surfaces of lower limbs

HeHbl, Npy Nanbnauun G60N1Ee3HEHHOCTHU, TMNEPTEPMUMN HET.
[depmorpadunam KpacHbIn. [Apyrux natonorm4ecKkmnx Bbicbina-
HUIM Ha KOXEe M BUAMMbIX CIM3UCTbIX 060104Kax HET. MHAEKC
PASI npu noctynneHuu: 18.

MpepBapUTenbHbIA AUArHo3

L40.0 lMNcopwras ByNbrapHbIi, pacnpocTpaHeHHbIM ¢ nopa-
KEHMEM BOJIOCUCTOM YacTu rofioBbl, CTalMOHapHasa crtaaus,
BrnepBble BbiBEeHHbIN. L8O BUTUAMIo, orpaHuyeHHas dop-
ma. CuHapom CoTtoca.

[AvHamMuKa 1 ucxopabl

Mpu nabopatopHOM 06CAEA0BaHUM NaLMEHTA B Nepu-
oA rocnutanuMsauuu nokasaTenu o6LLEero aHaan3a KpoBH,
o6Llero aHanMsa Mo4uM, GUOXMMUYECKOrO aHanM3a KpoBM
B npeaenax BO3pacTHOM HOPMbI.

HasHayeHa crnegylowas Tepanus: cumnTomaTMyecKas
npoTMBO3yaHasa (cupon nopataguH 5 mr / 5 mn (1 mepHas
noxka) 1 pa3 B AeHb B TedyeHne 10 cyT), natoreHeTnyeckas
Hapy*KHas (N1ocbOH U Ma3b 6eTaMeTasoH (B dopme Aunpo-
nuoHata; 0,640 mr) + canuumnoBas Kucnota (30 mr) 2 pasa
B [leHb Ha KO}y BOJIOCUCTOM YaCTW rON0Bbl, BbiCbIMaHMs Ha
KOXe Leu, TynoBuLa B TeyeHne 14 cyT), Ma3b MeTUInpea-
HM30n0Ha auenoHaT 0,1% 1 pa3 B AeHb Ha O4Yarn Ha Koxe
n1Mua, NOAMbIWEYHbIX BNaAMH, NaxoBblX CKAaAoK, N06KOBOK
obnactn B TevyeHune 14 cyr. doToTepanuio He MPOBOAMM
BBMWAY HaNM4YMUA OTHOCUTENBLHOIO NPOTUBOMOKa3aHusa (Manas
peTtpouepebpanbHas KUCTa) U OCOBEHHOCTEN OCHOBHOIO
3a6oneBaHns (TMNEepPaKTMBHOCTb, HEYCUOYMBOCTDL), 3aTpya-
HAOLWMX pa3melleHne pebeHKa B KabuHe doToTepanmu.

Ha ¢oHe nevyeHuss B TeyeHne 14 cyT oTmMevanu Moso-
HUTENbHYIO AMHAMMKY: MCYE3HOBEHWE 3yAa, YMEHblUeHMWe
BbIPA)KEHHOCTU LWeNyLeHus, ynaouweHne n nobnegHeHue
ncopuaTM4yecKMx 31EeMEHTOB CbiMKM A0 NATEH nocTBocna-
NIUTENbHOM rMnonurmeHTauuun. Ha Koxe o6nactv npaBoro

Puc. 3. NauuneHT I, 10 neTt. BbicbinaHus
Ha KoXxe pa3rnbaTtesibHOM NOBEPXHOCTH
NpaBoro KoJIEHHOro cycTaBa

Fig. 3. Patient G., 10 years old. Rashes
on the right knee extensor surface

McToyHuK: EdaHoBa E.H. 1 coaBrt., 2023.
Source: Efanova E.N. et al., 2023.

McTouHuK: EdaHoBa E.H. 1 coaBrT., 2023.
Source: Efanova E.N. et al., 2023.

McTouHuK: EdaHoBa E.H. 1 coaBrT., 2023.
Source: Efanova E.N. et al., 2023.
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Clinical Observation

=
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KnuHunyeckKoe Ha6noaeHue

KOJIEHHOrO cycTaBa o4ar genurmeHtaumm 6e3 M3MeHeHun.
Muaekc PASI npu Bbinucke: 5,6. BoinucaH noa HabnwoaeHne
Bpaya-AepmaTtoBeHeposiora B aMbynaTopHO-NONUKINHUYE-
CKMX YCNIOBUSIX C PEKOMEHJALMSAMU AMCNaHCepPHOro Habto-
[leHnss No noBoAy ncopuas3a U BUTUIUTO, UCKIOYEHUEM
TpaBMaTU3aLuMM KOXM M KOHTaKTa KOXMW C pasaparkalowmnumm
BellecTBaMM, OrpaHMYeHUs MCUXO3IMOLMOHANbHbIX CTpec-
COB, MCMOJIb30BaHUSA 3MOJIEHTOB E€XeJHEBHO AJIUTENbHO,
peKoMeH10BaHbl HabnoaeHWe y neanatpa, HeBposora, ncu-
XnaTtpa (no nosoay cuHapomMa Cotoca), KoppeKumsa nposse-
HWUM OCHOBHOIO 3ab60NeBaHMS.

MporHo3s

MporHo3 ana »u3Hu no cuHagpomy CoTtoca M KOXKHO-
My npoLeccy 6naronpusaTHbIA (PUCKKU Pa3BUTUSA KUSHeEyr-
POXKaIOWMX COCTOSHUMA M CMEPTM Ha YPOBHE MONyAsSLMOH-
HbIX). C HacTynneHuem nybeptata BO3MOXHO 3aMensieHne
NPOrpeccupoBaHuns ABAEHUM MaKpPocoMUU. TporHo3 Teye-
HUA OepmaTo30B (Ncopuasa W BUTUAMIO) HEOOHO3HAYEH.
CyLLLECTBYIOT PUCKM MpoOrpeccupoBaHusa (pacnpocTpaHeHus
W peunaMBMpoOBaHHKS), Y4UTbIBass KOMOPOUAHOCTb U CHOXK-
HOCTW B Ha3Ha4yeHWKN 6a30B0OM Tepanunun (MPOTUBOMNOKa3aHUA
K ¢poToTepanunm).

BpemeHHas wKana
XpoHONOrus KyeBbiX COObITUM NpeacTaBeHa Ha puc. 4.

OBCYXAEHME

MpunymHon pazsutua cuHapoma Cotoca ABASETCH CMOH-
TaHHoe M3MeHeHue reHa NSD1 [5, 6]. B HacToslee Bpe-
MS M3BecTHO 6onee 100 naToreHHbiX BapWaHTOB 3TOro
reHa [7]. Ho HM OOWH U3 HUX HE OMKUCaH B CBA3WU C BUTUIIUTO
WAn ncopmasom. BmecTte ¢ TeM M3BECTHO, Y4TO y NaLMEHTOB
¢ cMHapoMoM CoToca BO3MOMHbI TMNO- U TMNEepnurMeHTa-
umMm [5]. TakKe onucaHbl clydyanm HOCUTENbCTBa OO0JIbHbIM
C ncopuasom MUKpoaynankauum reHa NSD1 v peueccuBHoO-
ro n3MeHeHus reHa IL36RN, KOppenupyrLwero ¢ TAXeCTblo
ncopuasa [8], a TaKkKe coyeTaHus cuHapoma Cotoca 1 BUTK-
nuro [6]. Kpome TOro, ans nauMeHToB C BUTUIIMIO XapaKTe-
peH BbICOKMWA PUCK pa3BUTUSA ncopuasa [9], HO He Haobo-
pot [9, 10]. B aToM cBSI3M MOXHO MPEeanosioxuTb Hannvne
06LMX MexaHM3MOB NaToreHesa cuHapoma CoToca, ncopma-

3a ¥ BUTMAMIo. OQHAKO Mbl HE UCK/IOYAEM CNyYalHYHO CBSA3b
cuHapoma Cotoca, ncopuasa M BUTUAMIO B NMPUBEAEHHOM
K/IMHUYECKOM HaboAeHUH, TaK KaK B Hay4YHOW niuTepaType
OTCYTCTBYIOT y6eanTenbHble CBUAETENbCTBA MPUYMHHO-CNES-
CTBEHHOW UK NaToreHeTUYeCKom CBSA3M ATUX 3aboeBaHum.

JleyeHune ncopuasa v BUTUIUTO BKIIKOHAET B Ce05 CXOXKMe
MeToAbl, B HacTHOCTM GOTOTEPANMUIO U HAPYKHYIO Tepanuio
[11, 12], koTOpblE CNOCO6GHbLI OKa3aTb MONOXKUTENbHOE BJIU-
SIHME Ha Te4yeHue obounx 3abonesaHum [13, 14]. B KanHU4e-
CKOWM MpaKTUKe NOAXOL K NeYeHuto onpegensercs ¢ y4etom
cneundunyeckmnx ana nauneHTa GakTopoB, TaKUX KaK ero
BO3pacT, TAXKEeCTb OCHOBHOro 3a6oneBaHus, Haanyme conyt-
CTBYIOLLMX 3a60/1€BaHMI, @ TaKKe YyBCTBUTENbHOCTb M MpU-
BEPKEHHOCTb NleYeHnto. B onMcaHHOM Hamu crnydyae Cnox-
HOCTb 6a3ncHOM Tepanuu onpegensnacb KOMOpPOGUAHOCTbIO
M HEBO3MOMXHOCTbIO Ha3HavyeHus ¢GoToTepanuM B CBA3M
C HanuMynem conyTtcTBylowero 3aboneBaHus. Xota ¢oTtoTe-
panus cnoco6CTBYET perpeccy ncopnaTMyecKmx BbiCbiNnaHmm
[13, 15], ana onMcaHHOro Hamu pebeHKa oXxnaaeMble PUCKK
no6oYHbIX 3PDEKTOB B pesynbrate Takoro neyeHus (poct
peTpouepebpanbHON KUCTbI, OXKOI KOXK M3-3a FTMNepaKkTuB-
HOCTM pebeHKa) npeBbiWwatoT Nofb3y. B cnydyae ynopHoro
peLnaMBMPOBaHNS KOXHOIMO MpoLecca, COrMacHO KAWHU-
YeCKMM peKkomeHgaumsam [11], Heob6xoAMMO paccMOTpeTb
BOMPOC O Ha3HaAYeHWW CUCTEMHBbIX MMMYHOEMNPECCAaHTOB
(Hanpumep, MeToTpeKcaTa). XoTs, N0 HalemMy MHEHUIO, Y OMNK-
CaHHOro HamMK NauuMeHTa TaKasl Tepanus B CBA3KW C Nopake-
HMEM MHOXECTBa OPraHOB MOXET MPUBECTU K Pa3BUTUIO
cepbesHblX NO60YHbIX IPPEKTOB M OCNOXKHEHUN. B cnyyvae
TSXKENOro TevyeHus ncopuasa y pebeHKa NepCrneKkTUBHbLIM
SIBNSIETCA Ha3Ha4YeHUEe TEeHHO-UHMKEHEPHbIX GUONOrMYECKMX
npenapartos [10, 11].

3AK/TIIOYEHUE

CuHgpom CoToca npeactaBnsieT cob60n MynbTUCUCTEM-
HYIO FTE€HETUMYECKYID NaToNOrMI0 C XapaKTEPHbIMU KAWHKYeE-
CKUMM Npu3HaKamu. [Matonormus Koxun npu cuHapome Cotoca
BO3HMKaeT HeyacTo. [peacTaBneHO peakoe MeaMLMHCKoe
HabngeHne covyetaHms cuHgpoma Cotoca v AepmaTo30B.
B HacToAlee BpemMsa OTCYTCTBYIOT AOCTOBEPHbIE HayyHble
CBEeAEHMA O HalM4YyMM NaTOreHeTUMYECKOW CBSA3M CUMHAPOMA
Cotoca, ncopnasa v BUTUAKUTO. [10 3TOM NpUYMHE OOKYMEHTH-

Puc. 4. XpoHonoruns KntoyeBblx co6bITU Y nauunenTa I ¢ cuHapomom CoToca, NcopuasoM U BUTUANTO
Fig. 4. Key events in patient G. with Sotos syndrome, psoriasis, and vitiligo

MporpeccupoBaHune MporpeccupoBaHune
MporpeccupoBaHune
ncopuasa — rncopuasa — sie4eHune
rncopuasa — jie4eHune
[le6toT BUTMUNIIO [e6toT ncopunasa obpalleHne y iepMaToBeHeposiora
y AepMaToBeHeposiora
K neamarpy no mecty KBA B JHEBHOM
UTENbCTBA ctaumoHape KB

Boaspact 7 net
(aKTMBHas MHCONALMA
Ha mope)

Bospact 7 net
(Hayano oby4yeHus
B LWKONE)

Bospact 7 net
(aMouMoHanbHbIe
Harpysku B npotiecce
06y4yeHUs B LIKONe)

BospacT 8 ner,
[marHos
«cuHapom Cotoca»

BospacTt 9 net

PacnpocTtpaHeHue
Bbicbinanms _
BbicbinaHus BbICbINaHWt
BbicbinaHus BbicbinaHus Ha KoxKe Tynosuula
Ha KOXe HUMKHUX . Ha KOy TynoBuLLa,
. Ha KOXKe XMBoTa Ha KoxKe Tynosuula 1 BOIOCUCTOM YacTu .
KOHEYHoCTeN BOJIOCUCTOM YacTu
ronoBbl .
ronoBbl M KOHEYHOCTEN

lMpumeyarme. KBl — KOXXHO-BEHEPONOrMYECKUI AUCNaHcep.
Note. DVD (KBJ) — dermatovenerologic dispensary.



poBaHue NOAO0GHbIX KIMHUYECKMX CyYaeB ABASETCH HEO6XO0-
AMMbIM ANS1 U3y4eHus natoreHesa yKasaHHbIX 3a60/1eBaHni
1 pa3paboTku 6onee abPEKTUBHBIX U 6e30MnacHbIX METOA0B
neyeHuns. feHeTMYeCcKne uccneaoBaHmsa Takux 60/bHbIX TaK-
e NPeAcTaBAatoTCA akTyanbHbIMM.

WHO®OPMUPOBAHHOE COINIACUE

OT poauTenst nauMeHTa noy4eHo NUcbMeHHoe MHGOopPMU-
poBaHHOEe A06POBOJIbHOE corflacke Ha nybanKaum onuca-
HUS KIMHUYECKOTO cnyvyast U u3o06parkeHnin pebeHka B Meau-
LIMHCKOM XypHane, BKAlOYas ero 3/EeKTPOHHYI BepPCUIo
(nata nognucanunsa 19.01.2023).
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