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MnepmMmmyHornobynmH-D-cnHgpom.
KnnHnuyecknm cnyyvamn

Hyperimmunoglobulin D Syndrome. Clinical Case

Peslome

MMnepummyHornobynuH-D-cnHapom — peakoe ayTOCOMHO-peLieccuBHoe 3aboneBaHue, B OC-
HOBE KOTOPOTO NEXWT MyTaLUsi B reHe MeBasloHaTKUHa3bl. [epBble cMMnTOMbl 3a60neBaHMA Mno-
ABNAOTCA B paHHEM Bo3pacTe. KNMHMYecKme NposBieHns BKNIOYAOT NePUOANYECKYIO IMXOPaaKY
C 03HoGamu, reHepanm3oBaHHy nuMmdbageHonaTnio, apTo3Hble NOpPaXXeHWA CIM3UCTON MONOCTH
pTa, CycTaBHOW CUHAPOM. [lnarHo3 noATBepKAaeTcA MONEKYNAPHO-FEHETUYECKUM NCCefoBaHN-
em. B ctatbe onucaH cnyvain runeprmmyHorno6ynmnH-D-cuHgpoma y geBoukn 5 net. Bonpoc o ne-
yeHu aeTel C CMHAPOMOM MePUOANYECKON NMXOPAAKM C AebULUTOM MEBANTOHATKUHA3bl OCTaeTCA
OTKPbITbIM.

KnioueBble cnoBa: [eTV, MeBAJIOHATKMHA3a, ayToBOCNanuTenobHole 3abonesaHus, runep-lgD-
CUHOPOM.

Abstract

Hyperimmunoglobulin D syndrome is a rare autosomal recessive disorder that is based on a
mutation in the mevalonate kinase gene. The first symptoms of the disease appear at an early age.
Clinical manifestations include periodic fever with chills, generalized lymphadenopathy, aphthous
lesions of the oral mucosa, articular syndrome. The diagnosis is confirmed by molecular genetic
testing. The article describes a case of hyperimmunoglobulin D syndrome in a 5-year-old girl.
The question of the treatment of children with recurrent fever syndrome with mevalonate kinase
deficiency remains open.

Keywords: children, mevalonate kinase, autoinflammatory diseases, hyper-lgD syndrome.

Mnep-lgD-cMHAPOM OTHOCUTCA K rpynne ayToBOCMANMTENbHbIX 3a60-
neBaHW C ayTOCOMHO-PeLIeCCBHBIM TUMOM HacnefoBaHuA. 3aboneBaHve
pa3BMBaeTCA B pe3ynbTaTe MyTauuMil B reHe, sKcnpeccupyiolem bepmeHT
MeBanoHaTKMHa3y. [eH pacnonoXeH Ha AIMHHOM nieye XpoMocombl 12¢24.
OTnnunem paHHoro 3aboneBaHuA ABNAETCA pPaHHee Havano u bnaronpuAT-
Hoe TeueHwme [1, 2]. YeTKol CBA3U MeXAY CUHAPOMOM NePUOANYECKON INXO-
pagKu 1 NoBblWEeHNeM NMMYHOro6ynuHa D He BbIACHEHO.
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YacToTa 3aboneBaHnA [OCTOBEPHO He M3yyeHa. MyTauua B reHe meBa-
NOHATKMHa3bl C OAUHAKOBOW YaCTOTOW BCTPEYAETCA Y ManbuyMKoB 1 AeBOYEK.
Onusofbl NNXopaaKn ANAtca 3-5 AHel M BO3HMKAT C NEPUOJUYHOCTbIO
1 pa3 B 2-4 Hepgenu [4]. [pucTynbl MOTYT UMeTb 6oMee N MeHee BblpaXeH-
Hyl0 nepuognyHocTb. MposounpyowrmMmmn dakTopamm 060CTpPeHNa MoryT
BbICTYNaTb 3MOUMOHaNbHaA nnn Grsnyeckas Harpyska, UMMyHM3aLmsaA, BU-
pycHas nHdeKLMA, NpYMeHeHWE MMMYHOTI06yNMHOB. IHOoraa npucTynbl nu-
XOPaAKM MOryT BO3HMKaTb 1 6€3 BUAUMbIX NPUYMH. JTuxopazKa yalle BCcero
COMPOBOXAAETCS 03HOOOM, NuMdbageHonaTreln, 601AMN B XIBOTe, renaTo-
cnneHomeranvew, Cbinblo, CYyCTaBHbIM CUHAPOMOM, OPanbHbIMU U FeHNTasb-
HbIMK A3BaMK, odTanbMONOrMyeckon cumntomaTukon [3, 5]. CamouyBctaue
pebeHKa Mexay TemnepaTypHbIMU NOgbeMaMy yaoBneTBopuTenbHoe. Mcu-
XOMOTOPHOEe 1 $U3myeckoe pasBuUTUE feTell C rmnepumMmyHornobynmnH-D-
CUHAPOMOM 06bIYHO HOpMarbHoe [2, 3]. B pegkux ciyyasx gaxe B MeXnpu-
CTYMHBIA Nepuog NosHOM PemMUCCM CUMMTOMOB He OTMeYaeTcs, Ha nabo-
paTOpPHOM YPOBHE 3TO NPOABNAETCA B BUAE NOBbILEHUA YPOBHA MapKepoB
BocnaneHusa [6, 71.

[marHo3 cnHapoMa NoaTBepKAaeTCA reHeTnyeckn. B 6onblunHcTBe Cny-
YyaeB BbIABNAETCA KOMMAyHA-TeTePO3MroTHas UM roMo3nNroTHas MUCCEHC-
MyTaLMA reHa MeBanoHaTKMHa3bl.

B I'Y «Pecny6nmKkaHCKuiA HayYHO-NPaKTUUYECKNI LEHTP paAralNoHHON
MeAULIMHBI 1 KOOI YenioBeKa» K Bpavy-remartonory obpaTunacb geBouy-
Ka X., 2015 rog poxaeHusa, B BO3pacTe 5 MecAUeB C Xafobamu Ha NoBblLe-
Hye TemnepaTypbl Tena go ¢ebpunbHbIxX Lndp, yBenuyeHne u 6onesHeH-
HOCTb WENHbIX NM$OY3NI0B, CHUXKEHUE remornobuHa B obLliem aHanmse
KpOBWU.

M3 aHaMHe3a »K13HW U3BECTHO, YTO AeBOYKA POAUNACH OT 2-i1 bepemeH-
HOCTU, 2-X CPOYHbIX pofoB ¢ Becom 3170 r. Ha rpyaHOM BCKapManBaHUu go
1,5 mecaua. lNpursrTa NO UHAMBNAYaNbHOMY KaneHAapio.

HacnepctBeHHOCTb OTAroLleHa: y poaHON cecTpbl No MaTtepu (y AeBoYek
pasHble OTLbl) OCTPbIN NeiKo3 B 3 rofa. bpak HepoACTBEHHbIN.

AHaMHe3 3aboneBaHUs: C TPEXMECAYHOro Bo3pacTa y pebeHka oTmeua-
I0TCA NMOAbEMbI TeMnepaTypbl Tena Ao GebpusnbHbIX, MMpeTnyecknx umodp,
COMpoBOXAAlLMECA yBeNnYeHeM 1 6ONe3HEHHOCTbIO LWelHbIX Numdo-
y310B, adTO3HbIM MOPAXEHNEM CIIM3MCTON 06ONOUKMN MOSOCTU PTa, pexe
60/1AMM B KMBOTE, CyCTaBHbIM CUHAPOMOM. [IPOAOIKUTENBHOCTL 3MN3040B
nuxopagku coctaenfaet 3-6 CyToK, Yalle 4 fHA. MIHTepBanbl MeXay NpuUcTy-
namu anAaTca ot 2 fo 4 Hegenb. JInxopagka XopoLwo KynupyeTca npueMom
HecTeponAHbIX MPOTUBOBOCNANMTENIbHLIX MpenapaToB. SMM304bl NOBbI-
LWeHNA TemnepaTypbl Tefla CONPOBOXAAIOTCA N3MEHEHMAMMN B O6LLeM aHa-
nun3e KpoBu (MOBbILLEHNE CKOPOCTWN OCeaHMA PUTPOLMTOB A0 48 MMm/u),
NoBbIWEHHbIM coflepKaHnem C-peakTuBHoro 6enka (4o 175 mr/n). B ummy-
HOrpaMme OTMEYasioCh MOBbIEHNE MMMYHOro6ynMHa A 1 G B CbIBOPOT-
Ke KpoBM, CybrnonynsaumoHHblii coctaB T- n B-numdbounTtoB coxpaHsanca B
npegenax BO3pacTHON HOpMbl. bakTepronornyeckme nccnegoBaHUAa Kpo-
BMW, MOUM, KaNia, KPOBb Ha BMPYCOMOrI0, MapKepbl ay TOMMMYHHbIX 3abone-
BaHWUI He BbIABMIM MPUYMHbI NNXOPaAKn. Ha GoHe CHMXeHMA nuxopagKku
OTMeuYanocb MOCTEMEHHOe YnyudlleHne NabopaTopHbIX MokasaTenei 6e3
Ha3HaueHWsi aHTMOaKTepuanbHbIX MpenapaToB. [leBouKa HEOQHOKPATHO
HaxoAmnacb Ha CTaMOHAPHOM NleYeHUN B remaToNIorMyeckom OTAeneHun
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I'Y «PHMNL, PMn34» ¢ guarHo3om «reHepanv3oBaHHaa peakTMBHaa numda-
fAeHonaTtua, xenesoaePpuLMTHaA aHEMUA NIETKOW CTEMNEHN»; aHEMMNA XOPOLLIO
nopfaBanach neyeHnto npenapatamu »enesa. B asrycte 2018 r. pebeHoK
6b111 HanpaBeH B 'Y «PecnybnnkaHCKM HayYHO-NPAKTUYECKUI LLEHTP AeT-
CKOW OHKONOTWW, remaTosioriu U UMMYHONOrMUY C NOJO3PEHNEM Ha ayTo-
BOCMaNUTENbHbIA CUHAPOM: rMMePUMMYHOrNo6ynnH-D-cnHapom. BoiasneH
nedekt reHa MVK (c.803 T.>C(p.ile268Thr), geterozygous).

B 3AKJTIOMEHUE

Mpobnema AMArHOCTMKM U JIEYEHUA  TUNEPUMMYHOrNOGYNNH-D-
CMHAPOMA ABNAETCA aKTyaslbHOW He TOSIbKO B Hallel CTpaHe, HO 1 BO BCEM
mupe. MaHndectauma 3aboneBaHnA, BbIPaXKeHHOCTb KIMHUYECKMX NPOSAB-
NeHW MOTyT OTINYaTbCA Y naumeHToB. o3ToMy cBOeBpemeHHas nocTa-
HOBKa AMarHo3a no3BonseT n3bexaTb HEO6OCHOBAHHOIO Ha3HauyeHuA ne-
KapCTBEHHbIX NpenapaToB, NPOBeAeHNA HEHYXHbIX MHBA3WBHbIX NCCIER0-
BaHWUi. Bonpoc o neueHnu peten ¢ CMHAPOMOM NEPUOANYECKON INXOPAAKU
C AedULMTOM MeBasIOHaTKMHA3bl OCTAETCA OTKPbITHIM.
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