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Case report

Hereditary erythromelalgia in an adolescent.
Clinical observation of a rare disease

Vachtang G. Toriya, Margarita V. Savina, Sergei V. Vissarionov, Alexey G. Baindurashvili

H. Turner National Medical Research Center for Children’s Orthopedics and Trauma Surgery, Saint Petershurg, Russia

BACKGROUND: Erythromelalgia is a severe, chronic, progressive disease with periods of exacerbation and remission.
A triad of symptoms characterizes the disease: reddening of the extremities, a local increase in skin temperature, and pro-
nounced neuropathic pain syndrome. There are sporadic works in the Russian literature that present data on erythromelalgia,
particularly in children. The publications are descriptions of clinical observations with the assessment of the clinical picture
of the patient regarding cutaneous manifestations and surgical care at the time of hospitalization, time spent in the hospital,
and during the period of his chronic disease exacerbation.

CLINICAL CASE: A clinical case of hereditary erythromelalgia in a 15-year-old adolescent with a detailed description of
the disease course since the initial manifestation is presented.

DISCUSSION: During three and a half years, despite early diagnosis and application of consistent pharmacotherapy in-
cluding nonsteroidal anti-inflammatory drugs, antidepressants, anticonvulsants, antihistamines, opioids, hormonal therapy,
local use of lidocaine, ointment with silver content, the disease was progressive, with the resistance of pain syndrome to the
treatment, with periods of exacerbation and partial remission.

CONCLUSIONS: The presented clinical observations show the need to assess the patient as a chronic and intractable pa-
tient. Considering the lack of understanding of the apparent cause of this disease and its diverse manifestations in the clinical
picture, a multidisciplinary approach with a search for new treatment methods, including neurosurgical techniques of chronic
pain treatment, is required for patients with erythromelalgia.

Keywords: erythromelalgia; Mitchell syndrome; pain; limb redness; mutations in the SCN9A gene; Nav1.7 sodium channels.
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KnuHnyeckmia cyyan

HacnepactBeHHas JpuTpoMenanrua y noapocrtka.
KnuHuyeckoe H&GJ'IIOAEHME pPeaAKoro 3aboneBaHus

B.I. Topus, M.B. CaBuHa, C.B. BuccapuoHos, A.l. banHaypawusunm

HaumoHanbHbIi MeAUUMHCKIUA UCCNenoBaTeNbCKUiA LIEHTP TpaBMatonoruu 1 optoneaun uM. [N, TypHepa, CaHkT-etepbypr

06ocHoeaHue. 3puTpoMenanrus — TAXKEN0e XPOHUYECKOe Mmporpeccupyollee 3aboneBaHue ¢ nepuopamm obocTpeHns
u pemuccun. [ins 6onesHu xapakTepHa TpUaga CUMNTOMOB: MOKPACHEHWE KOHEYHOCTEW, JIOKaNbHOE MOBbILLEHWE TeMMepa-
TYpbl KOXM, BbIpaXeHHbIN HeliponaTuieckuii 601eBoi CMHAPOM. B eanHMUYHBLIX paboTax oTeHecTBEHHbIX aBTOPOB MpeLcTaB-
NeHbl JaHHbIE 0 3PUTPOMENANTUK, B YacTHOCTH, Y AeTelt. [TybnmKaumum HoCAT XxapaKTep OMWUCaHUA KITMHUYECKUX HabniogeHun
C OLIEHKOW KITMHMYECKOMN KapTWHbI 3ab0neBaHmMA Y NaLMeHTa C TOUYKU 3PEHNUS KOXKHBIX MPOABIEHUN U XUPYPrUYECKON MOMOLLM
Ha MOMEHT roCMUTanM3aLmum B CTaLMoHap, B nepuog 060CTpeHUs XpoHUYECKoro 3aboneBaHus.

Knunuyeckoe HabniodeHue. PaccMOTpeEH KNMHUYECKMIA Clyyali HacNeACTBEHHOM 3puTpoMenantum y 15-neTHero noapoct-
Ka C [eTaNbHbIM 0MUCaHWEM TeueHust 3ab0NeBaHMs, HauMHas C MOMEHTa NepBUYHOM MaHubecTauum.

06cyxcdenue. B TeueHve Tpex C NONOBMHOM JIET, HECMOTPS Ha PaHHIOK AMarHOCTUKY M NPUMeHeHUe NocnefoBaTeNlbHoM
(apMaKoTepanum, BKIKOYaIOLLE HeCTepOMaHbIE MPOTUBOBOCTANIUTENBHBIE CPEACTBA, aHTUAENPECCAHTbI, aHTUKOHBYNbCAHTHI,
aHTUIMCTaMMHbI, ONMOWAbI, TOPMOHA/BHYK TEpanuio, MECTHOE MPUMEHEHWe IMIOKaNHA, Ma3u C CoflepxaHueM cepebpa, 3a-
BoneBaHWe NpoTeKano NporpeccuBHO, C PE3UCTEHTHLIM 60NEBLIM CUHAPOMOM K NPOBOAMMOMY NEYEHUI, C Nepuoaamu 0bocT-
PEHUS U HEMOJTHOW PEMMUCCUM.

3axnmoqenue. MNpencraBneHHoe KAMHUYECKOe HabNoLeHWe CBUAETENLCTBYET O XPOHUYECKOM TEYEHUM U TPYLHOU3NEUU-
MOM xapakTtepe 3aboneBaHus. C y4eToM OTCYTCTBUS MOHMMAHWUA YETKOW MPUYMHBI Pa3BUTUS AaHHOTO 3abonieBaHus, pasHo-
06pasHbIX MPOSBEHUH, K NALMEHTaM C 3pUTPOMenanruen cnefyeT NpUMEHATb MYNbTUAUCLMMIIMHAPHBIA MOAX0A C MOMCKOM
HOBbIX METO/I0B JIEYEHUS, B TOM YUCIIE C UCMONb30BaHUEM HEMPOXMPYPrUYECKUX METOAMK NIEYEHUS XPOHUYECKON Bomu.

KnioueBble cnoBa: aputpoMenanrusi; CMHapoM Mutuenna; 6onb; NOKpacHeHWe KOHeYHoCTel; MyTauum B reHe SCN9A; Hatpue-
Bble KaHanbl Nav1.7.
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