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Pesiome. B paboTte mpencraBieHO onucaHue KIMHUYECKOTO ciydyas 0osne3Hu [yxkepo—Xenu—Xenu ¢
MOKa3aHHOM MUCPETYsIleil UMMYHHOTIO OTBeTa. Bojie3Hb, M3BeCTHAS TaK ke KaK XpOHUYEeCKast JoOpoKa-
JeCTBCHHAasI ceMeifHasl My3bIpuaTKa, SIBJISICTCSI PeIKUM TeHEeTHIeCKUM 3a00JIeBaHNEM, BBI3BIBAIOIINM OYJI-
JIE3HOE TIOpaXkeHMEe KOXM ¢ BHYTPUINUIEPMaTbHOU JIoKanu3almeii. OHa Ha3BaHa B YeCTb aBTOPOB, BIIEP-
Bble OIMcaBILINX ee. B OoJbIIMHCTBe ciiyyaeB 00ie3Hb [yxkepo—Xeitnu—Xeilan Bbi3BaHa MyTallUeil B TeHe
ATP2C1, koTopasi HapyllIaeT peryJsiiuio Kaablis. HakomnneHue Kaablus U3MEHSIET HOPMaTbHYIO MEXKKJIe-
TOYHYIO aJITe3UI0 B KOXE, YTO MPUBOJIUT K XapaKTEePHBIM OyJJIE3HBIM MTOpakeHUsIM KoxXu. bose3Hs [yxxepo—
Xetinmn—Xeian HacIeayeTCs ITI0 ayTOCOMHO- TOMIUHAHTHOMY THUITY. YacToTa pacipoCTpaHeHMS B OIYJISIIINA
coctapiseTr 1:50000 gyemoBek. OmHAaKO pa3zHOOOpa3ue KIMHUYECKUX (PeHOTUIIOB 00e3HU 0e3 JoKa3aHHOM
HAaCJIeACTBEHHOM IIPeIpacloI0KeHHOCTH M OTCYTCTBUEM MYTallMU B YKa3aHHOM IeHe MO3BOJISIET YTBEPKIaTh
O HaJIMYUU APYTUX MaTOreHETUYECKUX (PaKTOPOB, B YACTHOCTU HApYIIEHUI B UMMYHHOU cucteme. B onu-
ChbIBAaEMOM HaMU KJIMHUYECKOM CJIy4yae He BBISIBJIEHO YETKOI reHETUUECKO! MpeapacnoloKeHHOCTH, HO 00-
Hapy>XeHbI CEpbe3HbIC HAPYILIEHUS B pabOTEe UMMYHHOU CUCTEMBI. B 4aCTHOCTH, MPaKTUYECKU OTCYTCTBYIOT
TNK-kneTku. AHanu3 cyormonyJIsiuii HaTypaJlbHbIX KUJUIEPHBIX KJIETOK CBUAETEILCTBYET 00 YMEHBIIIEHUU
OTHOCUTENBLHOTO 1 abcomoTHoro ynciaa NK-kiretok ¢ akcripeccueit antureHo CD16 u CD56, NK-kieTok
C BBICOKOW LIMTOJIMTUYECKON aKTUBHOCTBHIO, NK-Ki1eToK, akcnpeccupyomumx o-1ienb aHtureHa CD8 u 006-
JIaIaloIIMX CIIOCOOHOCThIO MHOTOKPATHO BBITIOJHSITh CBOIO IMTOJUTHUYECKYIO pyHKIMIO. [1pu olieHKe cyo-
nonyasiuuii B-kaeTok oTMeuaeTcsl yBeJIMUeHUE OTHOCUTEIbHOTo coaepxkaHus B2-kimetok u Bl-kiertok,
CBSI3aHHBIX C MPOAYKIIMEN ayTOAHTUTEN, MapajUIeIbHO C POCTOM IIPOLEHTA PETYISATOPHBIX T-XeJImepHbIX
KJIETOK, 001aJaf0IIX MMMYHOCYIIpecCOpHOM yHKImeit. Mcxons n3 BeISIBICHHBIX U3MEHEHU B UMMYHHOM
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cuUCTeMe, HaMU MTpoBeJIeHa UMMYHOMOYJIUPYIOIas Tepanusi: AMCKPETHBIN Mm1a3madepes, S mpolenyp yepes
2 IH$, 1ajee BHYTPUBEHHOE KalleJbHOe BBEAEHUE HOPMaJIbHOTO Y€JI0BEYECKOTO UMMYHOTJIOOYIMHA 25 M
(50 MkT/™MIT) 9epe3 3 mHs, 5 wHOY3MA. JITuHaMIKa KOXHBIX TTPOSIBJICHUI CBUACTEIILCTBYET 00 YMEPECHHOM
noJioXuUTeJIbHOM 3 dexTe. OueBUIHO, YTO TpeOyeTCs AajibHEHlIee yriIy0JeHHOEe UCCIEA0BaHME UMMYHHBIX
napaMeTpoB npu 6oJie3Hu [yxxepo—Xenu—Xeiau, NpeanoJoXUTeIbHO B CUCTEME BPOXKIAEHHOTO UMMYHM -
TeTa. BeposiTHO, ycriex B JIEY4EHUU U TOCTUKEHUE CTOMKON peMUCCUU OYIyT BO3MOXHBI IPU pallMOHAJIbHOM
noaoope aHTULIUTOKMHOBOM Tepamum.

Karouesvie crosa: 6oresnsv Iycepo—Xeiinu—Xeiinu, 006poxauecmeennas cemeiinas ny3uipuamea, UMMYyHHAS ducpecyasayus,
2eHemu4ecKas npeopacnonoNceHHOCHb, BHYMPUBCHHbIE UMMYHOA00YAUHbL, niazmagepes

GOUGEROT-HAILEY-HAILEY DISEASE: A CASE STUDY
ASSOCIATED WITH PROVEN DYSREGULATION OF

THE IMMUNE RESPONSE

Lazarenko L.L.? Shelipova A.A.*, Ses T.P.?

@ First St. Petersburg 1. Paviov State Medical University, St. Petersburg, Russian Federation
b Diagnostic and Treatment Center “Zdorovye”, Velikii Novgorod, Russian Federation

Abstract. The paper presents a description of a clinical case of Gougerot—Hailey—Hailey disease with
proven dysregulation of the immune response. The disease, also known as chronic benign familial pemphigus,
is a rare genetic disorder that causes bullous skin lesions with intraepidermal localization. It is named after the
authors who first described it. In most cases, Gougerot—Hailey—Hailey disease is caused by a mutation in the
ATP2CI1 gene that disrupts calcium regulation. Calcium accumulation alters normal intercellular adhesion
in the skin, resulting in characteristic bullous skin lesions. Gougerot—Hailey—Hailey disease is inherited in
an autosomal dominant pattern. The frequency of distribution in the population is 1:50000 people. However,
the variety of clinical phenotypes of the disease without a proven hereditary predisposition and the absence of
a mutation in this gene allows us to assert the presence of other pathogenic factors, in particular, disorders in
the immune system. In the clinical case we are describing, no clear genetic predisposition was revealed, but
serious disorders in the immune system were detected. In particular, TNK cells are virtually non-existent.
Analysis of subpopulations of natural killer cells indicates a decrease in the relative and absolute numbers
of NK cells expressing CD16 and CD56 antigens, NK cells with high cytolytic activity, NK cells expressing
the a chain of the CDS8 antigen and having the ability to repeatedly perform their cytolytic function. When
assessing B cell subpopulations, there is an increase in the relative content of B2 cells and B1 cells associated
with production of autoantibodies, in parallel with an increase in the percentage of regulatory T helper cells
with immunosuppressive function. Based on the identified changes in the immune system, we performed
immunomodulatory therapy: discrete plasmapheresis, 5 procedures in 2 days, then intravenous drip injection
of normal human immunoglobulin 25 mL (50 pg/mL) in 3 days, 5 infusions. The dynamics of cutaneous
manifestations indicates a moderate positive effect. Obviously, further in-depth study of immune parameters
in Gugerout-Haley-Haley disease, presumably in the innate immune system, is required. Probably, success
in treatment and achievement of stable remission will be possible with the rational selection of anticytokine
therapy.

Keywords: Gougerot— Hailey— Hailey disease, familial benign chronic pemphigus, immune dysregulation, genetic predisposition,
intravenous immunoglobulines, plasmapheresis
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GHH disease: a clinical case

BeeneHve

bonesns [yxepo—Xennu—Xeitau, uaim 1o0poka-
JecTBEHHasl ceMeliHasl Mmy3blpyaTka — HaCJIeJICTBEeH-
HBIM Oy/JIe3HBbIIA JepMaTo3, XapaKTepU3YIOLIUNCS
BHYTPUBTIUACPMAabHOM JoKaau3anuei mysnsipeii [1].
BniepBbie 3a0oseBaHue Obu10 onucaHo X. [yxkepo B
1933 rony, mo3aHee, B 1939 roay Opatbs X. Xelsiu
u B. Xeiinu, onyoaukoBajin cBou HaOmoaeHus. o
CHUX TOp B JIUTEpaType BeIeTCs TUCKYCCHUsI, KOMY B
JIEACTBUTEIBHOCTU TIPUHAUICKUT TTPUOPUTET OMU-
caHMs 3TOM maTojioruu [35].

bonesnp Iyxxepo—Xennu—Xeau — peaKkuii re-
HOIEpPMAaTo3 C ayTOCOMHO-AOMMWHAHTHBIM THUIIOM
HacienoBaHus. Kak mpaBuiio (B 60-70% ciyuaeB),
BbIgBIsIIOT MyTauuio B reHe ATP2CI1, pacmoso-
KEHHOTO Ha XpomocoMe 3q21-q24, Koaupyloliero
cekpeTopHble mpoBoasiuue Iytu Ca?'/Mn>" AT-
®a3 [4]. OgHako pa3HOOOpasne KIMHUYIESCKUX (Pe-
HOTHUTIOB 00JIe3HM 0e3 TOKa3aHHOI HaCIeACTBEHHOM
MPEAIPACITOIOKEHHOCTU M OTCYTCTBHMEM MYyTallMd B
yKa3aHHOM TeHe ITO3BOJISIET YTBePXKIaTh O HAUTMIUU
JIPYTMX MaToreHeTUYeCcKuX ((hakTOpoB, B YaCTHO-
CTU HapylleHUll B UMMYHHOI1 cucTteme [3]. MaxHe-
Ba H.B. u beneukasa JI.B. [2] onuchIBalOT HajM4uune
MMMYHHBIX KOMIUIEKCOB, COASPKAIIIMX UMMYHOTJIO-
oynuH G Mo recMocoMaM MHOTOCIOHOTO TIJTIOCKOTO
SMUTENNS, a TakKe ciraboadpduuubix IgG aHTUTEN B
SIUIESPMIUCE C yIaCTHEM KOMIIEMEHTA.

Kimmanyeck 00y1e3Hb MPOSIBIISIETCS PEIIUINBU-
PYIOIIMMU BE3UKYIE3HBIMU 1 OYJUIE3HBIMU BBICHITIA-
HUSIMU Ha HEM3MEHEHHOU WU TUTIepEMUPOBAHHOMN
KOKe, pacroJIOXKEHHBIMU B €CTECTBEHHBIX CKJIaIKax
(TTOIMBIIIIEYHBIC BIAIWHBI, TTAXOBbIE CKJIAAKH), B 00-
JIaCTU TeHUTAIWi, peXe Ha 1liee U IPyIHON KIIeTKe.
O0ocTpeHsT MOTYT TPOBOLIMPOBATh MeXaHUYeCcKast
TpaBMa, COJTHEUHasl MHCOJISLIMSI, TOPMOHAJIbHbIE e~
pecTpoliiku (6epeMeHHOCTb, poabl). bone3Hnr nmopa-
JKaeT KaK MY>KYMH, TaK M XXEHIIWH (B eBpONeiCcKOM
¥ a3MaTCKOM TTOITYJISIIMY CTPAIAIOT YaIle MY KUUHBI,
Ho B Utanun — keHuHHI [8]. 1ebioT 60Ie3HM TIPO-
UCXOaUT B 3pesioM Bo3pacte (20-40 ner). DnumemMu-
osorust — 1:50000 wenosek [10]. JuddepeHuuanb-
HBII UarHo3 MpoOBOAAT vaule ¢ Oosne3Hbio Jlapbe
Vaiita, rie MpoucxoguT MyTallvsl B TeHEe «0eJIKOBO-
ro» cermeHTa JIHK (12g23-g24), yTo 00yci0BIMBaET
GoJiee BhIpakeHHBI KepaTo3s [6].

Jlo cux 1op He cylIecTBYeT JieueHUus 6oJie3Hu [y-
XKepo—Xelnnu—Xeiaum ¢ TOo3ULMI JoKa3aTeJbHOMI
MEIUIIMHBI BBUIY HEITOJHON M3yYEeHHOCTU €€ MeXa-
HU3MOB pa3BuTHUs. Yalme HCIIONb3YIOT CUMITTOMA-
TUYECKYI0 HapyKHYIO TepaITtiio C MCITOJIb30BaHUEM
aHWJIMHOBBIX KpacuTeliell, aHTUOaKTepHaIbHBIX
W TIPOTUBOTPHOKOBBIX CPEIACTB IJIsI YMEHBIICHUS

BTOPUYHOI KOHTAMWHAIIMK MTOPasKeHHBIX YIaCTKOB
Koxku. OTHcaHbl CIydad MOJIOXUTEILHOro 3P dek-
Ta OT TPUMEHEHHsI WHTUOUTOPOB KaIbLIMHEBPUHA.
B TsoKeTBIX cTydasiX ICOIb3YIOT CUCTEMHBIE TITIOKO-
KOPTUKOUIBI B CPSAHUX A03aX, PETUHOMUIBI, IIUKIIO-
CIIOpUH, MeTOoTpeKcart, otoTepanuio [7]. UmeroTcs
CBeIeHUs 00 MHAYKIIMKA PEMUCCUN OT IIPUMCHECHUS
MUMMYHOONOJIOTUYECKON Tepamuu — BTaHepcell-
Ta [9], pemukeiina, nynuiymaoda, petrykcumaoa [11].
DTH cBelleHUSI KOCBEHHO ITOATBEPKIAEeT BOBICUCHUE
MMMYHHBIX MEXaHU3MOB B pa3Butue 6oye3Hu Iyzke-
po—Xeinu—Xenu.

I[MpuBOomMM COOCTBEHHOE KIIMHMYECKOE HAOIIIO-
neHue oome3Hu [ykepo—Xennn—Xennm.

TTaumenT 1., 1981 r. p. (43 rona), HaGaOHAETCST
B OO0 JIIL «3n0poBbe» ¢ 2019 rona u I[NCIT6I'MY
c2023r

2KanoObl Ha BBICHITIAHUS B 00JaCTU TTOIMBbILLIEY -
HBIX IMOK, ITaXOBOI 00JIAaCTH B BUIE My3bIPHKOB, 3a-
TMIOJTHEHHBIX IIPO3PAYHON KUIKOCThIO, C COYALECICSI
MOBEPXHOCThIO, MTOCJIE CAMOCTOSITETbHOTO BCKPBITUS
oOpa3yollue NO0JIT0 HE 3aXUBAWOIIUE dPO3UU, CO-
MPOBOXAAaeMbIe 3YIOM, OOJIbIO U JTUCKOMMDOPTOM.
O0oCTpeHMs YacThie, pEMUCCUU OUYEHb PEIKU.

Anamne3 3200J1eBaHus

Cran 3aMmeuath nposiBiieHus 6oJie3nu ¢ 2021 roaa,
KOTJa BITEPBbIE MTOSIBUJIMCH BBICHITIAHUST HA KUCTSIX U
IIAKOJIOTKAX B BUIIE MEJIKMX ITy3bIpeii. OOparmaics K
JIepMaToJIOTy, ObLI BBICTABJICH AMATHO3 «ICPMAaTUT».
TMonyyan nedyeHue TIOKOKOPTUKOWIHBIMUA Ma3siMU.
Yepes 1,5 roga BbIChiaHUS BO30OOHOBWJIMCH, U T10-
SIBWJIMCh HOBBIE OYaru B OOJIACTU ITOIMBIIIICYHBIX
ssMoK. CHavajia rmocjeaHue ObUIM TPEACTaBICHBI B
BUJIe HEOOJIBIIINX OYAarOB KPACHOTO IBEeTa C TPEIIU-
HaMM, KyIHUpyeMble TOMUYSCCKMMU TIIOKOKOPTHU-
koupamMu. OTHOBPEMEHHO ITOSIBUJIMCH BBICHITTAHUS
B ITaXOBOM oOJlacTh. B maxy IOsIBISIIUCH, HO 3aXKH1-
BaJll CaMOCTOSITEIbHO, 03 MpuMeHeHUsT maseit. B
2006 Ttomy (B BO3pacTe 25 JieT) IMPOM30ILIO BbIpa-
KEHHOE OOOCTpeHHEe C TeHepalIM3alneii KOXHOTO
npoliecca. B 061acTHOM KOXKHO-BEHEPOJIOTUUECKOM
nucIiaHcepe Obula B3siTa OWUOICUSI UM YCTAHOBJIEH
JIMAarHO3 «KpaCcHBIN IUIOCKUI Juiai». [Tocie aByx-
HEIEJILHOTO JICYCHMsI B CTallMOHApe BBICHITTAHUS
npouuti. Pemuccust mpomoJrkajiach JIMIIb B Tede-
Hue 3 MecdueB. B nanbpHeilieM malyeHT oopaliai-
Ccs K pa3HBIM CICLHATMCTaM, COCTOSUI Ha ydeTe Y
IJIaBHOTO CIeLMaIMCTa 00JacTU IO IepPMaTOJIOT MU,
IIpoBoamnock JcUeHWE TAapeHTCPaTbHBIMU BBEIC-
HUSIMUM IPEIHU30JIOHA B cpeaHux mo3ax (25-30 mr)
6e3 BuauMoro agdexra. B 2023 roay nmauveHT ObLI
KoHcyabsThpoBaH B [lepBom CaHkT-IleTepbyprckom
MEIMLMHCKOM yHuBepcuteTe M. [laBnosa. [1pose-
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TABIWLUA 1. PACLULMPEHHOE MMMYHONOIMYECKOE OBCNENOBAHUE. METO[: MPOTOYHAA LUTOMETPUA
TABLE 1. EXTENDED IMMUNOLOGICAL EXAMINATION. METHOD FLOW CYTOMETRY

Ha3BaHue/nokasartenb

o neyeHusn

Mocne neyeHus

PedepeHcHble
3Ha4YeHus

Activated T lymphocytes (CD3*HLA-DR*CD45"), %

Name/indicator Before treatment | After treatment
Reference values

T-numcpountsbl (CD3*CD19) 1,11 x 10%/n 1,26 x 10°/n 0.80-2.20
T lymphocytes (CD3*CD19") 1.11 x 10%/L 1.26 x 10%/L ’ ’
T-numcpountil (CD3*CD197), % o o _ano
T lymphocytes (CD3"CD19), % 65,30% 69,67% 60-80%
T-xennepbi/uHaykTopbl (CD3*CD4*CD45%) 0,68 x 10%/n 0,75 x 10%n 0.50-1 20
T helpers/inducers (CD3*CD4*CD45") 0.68 x 10°%L 0.75 x 10%/L ’ ’
T-xennepbi/uHaykTopbl (CD3*CD4*CD45%), % o o 0o
T helpers/inducers (CD3*CD4*CD45%), % 39,88% 41,22% 30-50%
T-LI.VI1;OTOK+CVI‘Iec+KVIe numdcoumtel (T-UTIT) 0,35 x 10%n 0,41 x 10%n
(CD3*CD8*CD45%) 035 x 10°/L 041 x 109L 0,30-0,90
T cytotoxic lymphocytes (T-CTL) (CD3*CD8*CD45") ’ ’
T-umntoTokcu4yeckue numdouuntbi (T-LITH)
(CD3*CD8*CD45%), % 20,48% 22,43% 20-30%
T cytotoxic lymphocytes (T-CTL) (CD3*CD8*CD45"), %
Hespenble T-numdouutsl (CD4*CD8*CD45%), % o o 5o
Immature T lymphocytes (CD4*CD8'CD45"), % 0.33% 0.38% 0-2%
T-numdouunTbl, IKCNpeccupyroLme mapkepbl
NK-knetok (T-NK-knetku) (CD3*CD56*CD45*) 0,03 x 10%n 0,00 x 10%/n 0.03-025
T lymphocytes, NK cell expressing markers (T-NK cells) 0.03 x 10%L 0.00 x 10%/L ’ ’
(CD3*CD567CD45")
T-numdounTbl, 3KCnpeccupyrowme mapkepbl NK-
knetok (T-NK-knetku) (CD3*CD56*CD45%), % o o a RO
T lymphocytes, NK cell expressing markers (T-NK cells) 1,58% 0,00% 1.7-8,6%
(CD3*CD56CD45"), %
MHpekc CD3*CD4+*/CD3*CD8* (T-xennepbl/UTI), % o o 5 Eo
CD3'CD4*/CD3°CD8* Index (T helpers/CTL), % 1.95% 1.84% 12-2.5%
UcTuHHbIE :-IaTyp?anble kunnepbl (NK-knetku) 0,28 x 10%n 0,18 x 10°n
(CD3-CD56'CD45") 028 x 109/ 018 x 10°/L 0,12-0,40
True Natural Killers (NK cells) (CD3-CD56*CD45%) ’ ’
WcTuHHbIe HaTypanbHble kunnepbl (NK-kneTku)
(CD3-CD56*CD45%), % 16,62% 10,12% 8-18%
True Natural Killers (NK cells) (CD3-CD56'CD45"), %
NK-kneTku, akcnpeccupytowme anba-Lenb aHTUreHa
CD8 (CD3-CD8*CD45*) 0,10 x 10%/n 0,08 x 10%n 0.06-0 28
NK cells, expressing the alpha chain of the CD8 antigen 0.10 x 10%L 0.08 x 109L ’ ’
(CD3-CD8*CD45%)
NK-kneTku, akcnpeccupyrouwue anbda-uenb aHTUreHa
CD8 (CD3-CD8*CD45"), % o o 150
NK cells, expressing the alpha chain of the CD8 antigen 6.09% 4,52% 212%
(CD3-CD8*CD45"), %
B-numdouunTtbl (CD19*CD3") 0,27 x 10%/n 0,34 x 10%n 0.10-0.50
B lymphocytes (CD19*CD3") 0.27 x 10%L 0.34 x 109%L ’ ’
B-numdouunTtel (CD19*CD3"), % o o e
B lymphocytes (CD19°CD3), % 15,62% 18,69% 5-19%
AKTMBl:IpOBanHbIe T-numdountbl (CD3*H- 0,09 x 10°/n 0,13 x 10%n
LA-DR'CD45") 0.09 x 10°/L 0.13 x 10°/L 0,02-0,30
Activated T lymphocytes (CD3*HLA-DR*CD45") ' ’
AxtnBupoBaHHbie T-numdountsl (CD3*H-
LA-DR*CD45%), % 5,40% 7,13% 1,3-10%
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Tabrnuya 1 (okoH4YaHue)
Table 1 (continued)

PedepeHcHbIe
HasBaHue/nokasarenb [o neyeHusn Mocne nevyeHus 3HAYeHUS:
Name/indicator Before treatment | After treatment
Reference values
B-numdcounTtbl n akTuBMpoBaHHble NK-kneTku
. N . 0,37 x 10%n 0,34 x 10%/n

(CD3-HLA-DR*CD45*) 037 x 109/L 034 x 109 0,04-0,50
B lymphocytes & activated NK cells (CD3-HLA-DR*CD45") ' ’
B-numdountbl n aktuBmpoBaHHble NK-kneTku
(CD3-HLA-DR*CD45%), % o o 5N
B lymphocytes & activated NK cells (CD3-HLA- 21,78% 18,73% 5-20%
DR*CDA45%), %
AkTuBMpoBaHHbIe T-nuMmdounTbl, IKCNpeccupyroLme
anbda-uensb peuenTtopa IL-2 (CD3*CD25*CD45*) 0,12 x 10%n 0,18 x 10%/n 0.06-0.35
Activated T lymphocytes, expressing IL-2 receptor alpha 0.12 x 10%L 0.18 x 10%/L ' ’
chain (CD3*CD25*CD45*)
AkTuBMpoOBaHHbIe T-nuMmdounTbl, IKCNpeccupyroLme

- - + + +\ 0,
am_:cba uenb peuentopa IL-2 (CPS CD25*CD45"), % 7.14% 9.68% 3,5-12.5%
Activated T lymphocytes, expressing IL-2 receptor alpha
chain (CD3*CD25*CD45%), %
AkTUBMpOBaHHbIe B-numdountbl (CD3-CD25*CD45%) 0,04 x 10°%/n 0,03 x 10%/n 0.04-0.06
Activated B lymphocytes (CD3-CD25*CD45") 0.04 x 10%L 0.03 x 10%L ’ ’
AkTuBMpOBaHHbIe B-numdountbl
(CD3-CD25*CD45%), % 2,09% 1,93% 1,5-2,2%
Activated B lymphocytes (CD3-CD25*CD45%), %
PerynstopHble T-knetku (CD4*CD25bie"tCD127 e
CD45*) (% ot Bcex T-xennepoB), % o o ) o
Regulatory T cells (CD4*CD259'CD127°9CD45*) 5.36% 6.22% 1.65-5,75%
(% of all T helpers), %
B1-knetku (CD19*CD5*CD27-CD45%), % o o 540
B1 cells (CD19°CD5°CD27-CD45°), % 2,19% 2,78% 0.5-2,1%
B2-knetku (CD19*CD5CD27-CD45%), % o o e
B2 cells (CD19*CD5CD27-CD45%), % 13.43% 15.83% 6,5-15%
B-kneTtkn namatn (CD19*CD5-CD27*CD45*), % o o 2 a0
Memory B cells (CD19*CD5CD27+*CD45%), % 3.88% 4,63% 1,8-6.8%
VlCTVI.HHbIe+HaTyp+aJ1beIe kunnepbl (NK-knetku) 0,29 x 10°n 0,19 x 10°n
(CD3-CD16*CD45") 029 x 109/L 019 x 109 0,12-0,40
True Natural Killers (NK cells) (CD3-CD16*CD45") ' ’
WcTtuHHbIe HaTypanbHble kunnepbl (NK-kneTku)
(CD3-CD16*CD45*), % 16,88% 10,51% 8-18%
True Natural Killers (NK cells) (CD3-CD16"CD45"), %
NK-KneTku UMTOKNH-NpoAyLMpyoLmne
(CD3-CD16°r>w'CD56"re"*CD45") 0,01 x 10%n 0,01 x 10%/n 0.00-0.02
Cytokine-producing NK cells (CD3-CD16-'ow) 0.01 x 10%L 0.01 x 10%L ’ ’
CD569MCD45)
NK-KkneTku LUMTOKUH-NpoayuupyoLme
(CD3-CD16°r>WCD56"r9"'CD45"), % o o 40
Cytokine-producing NK cells (CD3-CD16-"low) 0.44% 0.54% 0,2-1%
CD5619"CD45%), %
NK-kneTkn uutonutuyeckue o 0
(CD3-CD16+*" "sNCD564mCD45") g’gg - :ggif g’lg - 134{ 0,12-0,35
Cytolytic NK cells (CD3-CD16*rnsnCD569mCD45%) ' ’
NK-kneTku umtonutuyeckue
(CD3-CD16*crhisnCD569mCD45"%), % 15,17% 9,94% 7,8-17%
Cytolytic NK cells (CD3-CD16*CrhisnCD569mCD45*), %
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JIEHBI YTOUHSIOIINE UMMYHOJIOTMYECKHE 1 TTAaTOMOP-
dosornueckue HMccaeaoBaHUSA. bbul moaTBepXIeH
nuarHos «mysbipyarka [ykepo—Xeitnun—Xeiinu». Ha
JTaHHBIT MOMEHT 000CTpeHMs YacThie. HoBBIe ouaru
00pa3yIoTCs B MECTaX TPABMUPOBAHHOM KOXMU.

CeMeliHbII aHaMHe3: y cTapilero oparta ncopuas.

JlaHHbIE OOBEKTUBHOrO OOCIEIOBAHUS: COCTO-
STHWE YHOBJICTBOPUTEIILHOE, CO3HaHME sicHoe. [u-
TaHue ymepeHHoe. KoxkHbie MOKPOBbI U BUIMMbBIE
CJIM3UCThIe (pU3MoIOrnYeckoit okpacku. B obiactu
TOAMBIIICUYHBIX SIMOK, B TTaXOBO-0CIPECHHBIX CKJIAI-
Kax, B 00J1aCTU MyIKa-MoJUuMOp@HbIe CUMMETPUY-
HBIe BBICHITIAHUSI B BUIIE 3PUTEMATO3HBIX OYAroB,
BPO3Uii, TIOKPHITBIX CEPO3HO-THOMHBIMU KOPOY-
kamu. Ilepudepuyeckue aumbaTudeckue y3iabl He
YBEJIUYEHBI, OTEKOB HET.

CucremMa opraHoOB JIBIXaHUS: 0€3 OCOOCHHOCTEH,
yacToTa AbIXxaresibHbIX ABvkeHuir (Y1) 16/MuH.
JbpIxaHue Be3UKYISIPHOE, XPUTIOB HET.

CepaedHo-CcoCyaucTasi CUCTeMa: 00JacTh cepli-
11a Ha BUJ He U3MeHeHa. [paHulbl cepalia B mpeae-
Jlax HopMBbI. TOHBI cep/illa HOPpMaJIbHON 3BYyYHOCTH.
Yacrora cepaeunbix cokpaiueHuii (HCC) 79/MuH.
[Tynbc y1oBAETBOPUTEIbHOTO HATIOJHEHUSI, apTepU-
anbHoe nasiaeHue (AJl) 100/60 MM pr. CT.

CucremMa opraHoOB ITUIIEBAPCHUS: SI3BIK O0JIOXKEH
0eabIM HaJieToM. 2KMBOT MATKUIi, 6€3001€3HEHHBIA.
Pasmepsl neuenu no M.I. KypsiioBy B Hopme (9 x 8§ x
7 cM), celie3eHKa He yBeIMUeHa.

Cucrtema opraHoB MOYEBbIIEIEeHUsI 0€3 0COOeH-
Hoctelr, cumnToM .M. IlacTepHAIIKOTO OTpUIIA-
TeJIbHBIN C ABYX CTOPOH. MoueuciyckaHue 0e300-
JIE3HEHHOE, I1ype3 B HOPME.

®DIC ot 19.11.2023 — MOBEepXHOCTHBII TacTPUT.
JyoneHanbHO-TacTpaIbHBIN pedirrokc. Hemocrarou-
HoCcTh Kapauu. Ilentuyeckuii pedirokc-330¢arut
(apo3uBHBIii) — cTanus A (no JI-A ki1accudukamum).

VY3U o6prourHoii mojoctu oT 19.11.2023 — mud-
¢y3HbIe UBMEHEHUS MOJXKETYI0YHOM XeJie3bl. Me-
K1e KOHKpPEeMEHTHI moueK. Kaankoskrasuu 1mpaBoit
TOYKH.

OAK ot 20.11.2023 neiik. — 7,01, apur. — 5,33,
reMor. — 153, remarokputr. — 48,6, cpea. oObeM
spuT. — 91,2, cpen. comepkaHue reMor. B 3p. — 28,7,
cpeld. KOHII. reMOr. B 3puT. — 315, Tpom0. — 231, cpen.
00beM TpoMO. — 11,50, Hewitp. — 3,28, numd. — 2,94,
MoH. — 0,60, s03uH. — 0,13, 6azod. — 0,06, HEUTp.
% — 46,7, numd. % — 41,9, COD — 18.

Buoxumusa or 20.11.2023 AJIT — 24,6, ACT —
21,7, 1D — 89, ounup. odr. — 8.24, OuI. IpsaMm. —
3,37, ramma — I'T-23.

HLA — B27 — orpunarensHo ot 03.11.2023.

25-OH Buramun I — 130,42 ot 03.11.2023.

Pesmatonanslii (pakTop 2,2 ot 03.11.2023.

Burtamun B12 — 193,1 o1 03.11.2023.

®donueBag kuciora — 22,02 ot 03.11.2023.

Anti-CCP — 0,8 or 03.11.2023.

VY3U LXK ot 04.12.2023 — Juddy3Hble U3MeHe-
HUS IIATOBUIHOM 3KeJIe3bl. Y3JIbl 00eHX JI0JIC.

TTTI 2,662 ot 04.12.2023.

AHTHUTEJIa K THUPEONEPOKCUIa3e —
04.12.2023.

I'moko3a — 5,07 or 04.12.2023.

OAM ot 30.12.2023 1uBeT — XENTHINA, yO. BEC —
1,015, peakuuss — 5,0, GeJoKk — He OOHaApyXKeH,
IJII0KO3a — HEe OOHapyxXeHa, OUI. — He OOHapyXeH.
YpoOUIIMHOTEH — CJIelIbl, KETOHOBBIC TeJIa — CIICIBI,
HUTPUTHI — He OOHAPY>KEHBI, peaKlius Ha KpOBb — HE
oOHapyXeHOo, JICMKOILMTapHasl 3cTepa3a — He oOHa-
pyXeHo, a1. tuiockuii — 1,0, neitk. — 20,0, sp. — 2,0.

VY 06ciienyeMoro nalueHTa BbISIBJIEHO HEKOTOPOE
MOBBILLICHUE IPOLEHTA OCHOBHBIX CYOITOMYJISILIMIA
T-nmumdbornuroB: obmux T-kinetok (CD3*CDI9- =
69,67% nipotus 65,3%), T-xennepos (CD3"CD4" =
41,22% nporuB 39,88%) u LMTOTOKCUYECKUX
T-mumponuros (CD3*CD8* = 22,43% npoTus
20,48%). AHanu3 cyonoIy ISl HAaTypaJIbHBIX KT~
JIEPHBIX KJICTOK CBUIETCIBCTBYET 00 YMEHBIICHUU
OTHOCUTEJILHOTO 1 abcotoTHOro uucaa NK-kieTtok
¢ skcnpeccueir antureHos CD16 (CD3-CDI16% —
10,51%/0,19 x 10°/1 npotuB 16,88%/0,28 x 10°/1)
u CD56 (CD3-CD56" — 10,12%/0,18 x 10°/n1 npo-
™B 16,62%/0,28 x 10°/1), NK-KJI€TOK C BBICOKOI
OUATOTUTUIECKON aKTUBHOCTBIO (CD3-CD16*r high
CD56%m =9,94% /0,18 x 10°/1 npotus 15,17%/0,26
x 10°/;m), NK-KJIeTOK, 3KCIIPEeCCHUPYIOLIUX O-1eHb
antureHa CD8 wu o00jagamlIMX CIIOCOOHOCTBIO
MHOTOKPATHO BBIIOJIHSTH CBOIO IIUTOJUTUICCKYIO
dynkuuo (CD3-CD8*=4,52%/0,08 x 10°/1 npotus
6,09%/0,10 x 10°/m). Ilpu oueHKe CyOITOMYJISLIMA
B-kiIeToK oTMeuaeTcs yBeJMUECHHWE OTHOCUTEIIbHO-
ro cogepxkanust B2-kinetok (CD197CD5 = 15,83%)
u Bl-knetok (CD197CD5* =2,78%), cBSI3aHHBIX C
MPOAYKIME ayTOaHTHUTEJ, MapaJyIe)IbHO C POCTOM
IpPOICHTA PETYISITOPHBIX T-XEIMEpPHBIX KIIETOK
(CD4*CD25 e CD127"¢ — 6,22%), o06agaroiimx
UMMYHOCYIpeccopHoit pyHkuuei. KoHueHTpauumn
uMMyHorJI00yirHoB kjaccoB A, E u G, C3 u C4
KOMITIOHEHTOB KomruiemeHTa, ypoBeHb LIMK B cbi-
BOPOTKE KpOBM B mpezaenax Hopmbl. CoxpaHsieTcs
JIOCTAaTOYHO BBICOKAass KOHIIEHTPAIUSI WMMYHOTJIO-
oynuna M (IgM = 2,26 r/n ipotus 2,12 r/J1) B ChI-
BOPOTKE KPOBH.

JlnarHocTuka
16.01.2023.

46,60 ot

ITY3BIPHBIX J€PMaTo30B oT
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Tyacepo—Xeiiau— Xeiinu: kaunuueckuil cayuail
GHH disease: a clinical case

AHTHTEJIa K JIeCMOCOMaM KOXM METOIOM H
PUD — 80 (Hopma < 10).

AHTHUTeNIa K 0a3aJlbHOM MeMOpaHe KOXU MEeTO-
noM H PUD — < 10 (HopMma < 10).

buoricus koxHoro nockyrta ot 21.11.2023.

MaxkpoCKOTTMYeCKOe OIMMCaHMe: JIOCKYT KOXU
3,0 x 1,5 x 0,2 ¢ MOAKOXHO->KMPOBOI KJIETYaTKOM
4,0 x 2,5 x 1,0. B snunepMuce BhIpaxkeHHBIN HE-
paBHOMEPHBIII aKaHTO3 C BEPPYKO3HBIMH paspac-
TaHussMU. Ouaru akaHToJau3uca B (GOpMUPOBAHHbBIX
BHYTPHM SIIMICPMAJIBHBIX IIejieil, HalmOMUHAIOIINE
«pa3pylIaloyocss KUPIIMYHYIO CTeHY». B BepxHe
YacTU AEPMbI UMEIOTCSI TIePUBACKYJISIpHbIC JTUMGpO-
TUCTUOLIMTapPHBIC MH(MUIBTPATHI C IIPUMECHI0 Heli-
TPODUIBHBIX U 203UHOMUIBHBIX TEUKOLIUTOB.

3aknoyeHne

Tucronornyeckre uU3MEHEHUSI COOTBETCTBYIOT
J0OpOoKauyeCcTBEHHOI ceMelHoi my3bipuaTke I[yxke-
po—Xeinu—Xeunu.

YyuTeiBasi KJIMHUKO-aHAMHECTUYECKHUE JaHHbIE
OOBEKTUBHOTO OCMOTpAa, PEe3yJbTaTOB KIWMHUYE-
CKUX, OMOXMMUYECKHUX, ITaTOMOP(OJIOTUIECKUX U
UMMYHOJIOTUYECKUX WCCAEA0OBAaHUMN (C Mpermyllie-
CTBEHHBIMU WU3MEHEHUSMU B MMMYHHBIX ITapame-

Cnucok nutepatypsl / References

Tpax), mamueHTy off label ObI1a HazHaUYeHa UMMY-
HOMOIYJINPYIOIIasl TepaIus II0 cCXeMe: TUCKPETHBIMN
miasMmadepes, 5 mporeayp yepes 2 mHsI, Jajee BHY-
TPUBEHHOE KareJbHOE BBEICHUE HOPMAJIbHOIO Ye-
JIOBEUECKOro MMMYHOTJI00yarHa 25 M (50 MKr/mo)
yepe3 3 aHs, 5 uHPy3uii. JInHaMuKa KOXHBIX TIPO-
SIBJICHU CBHUIIETEIIBCTBYET 00 YMEPEHHOM ITOJIOXKI-
TeJIbHOM 2 deKTe.

Ha pucynkax 1, 2, 3 (cMm. 3-10 cTp. OOJIOXKKM)
npeacTaBlieHbl (poTorpadry KOXHU ITallieHTa 10 Jie-
JeHUsI, Ha pucyHKax 4, 5 (cM. 3-10 CTp. OOJIOXKKM) —
TocJie JICUCHUSI.

INpencraBaeHHBIN KIMHUYECKUI clyyail 1eMOH-
CTPUPYET CJIOXKHOCTbh NUArHOCTMKM JaHHOTO 3a00-
JIEBaHUS W OTHOCUTEIBHYIO Hed(P(HEeKTUBHOCTh CY-
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creMe UMMYyHHTeTa. TpeOyroTcsl malbHEUIe YImy-
OJeHHBIC MCCICAOBaHUSI MMMYHHBIX ITapaMEeTpOB
npu Oone3nun I[yxkepo—Xennu—Xeinn, npearono-
JKUTEJBHO B CHUCTEME BPOXICHHOT0 MMMYHUTETA.
BeposiTHO, ycriex B JISUEHUH U TOCTVKEHUE CTOMKOM
peMuccu OyAyT BO3MOXHBI IIPU pallMOHAIBHOM
noaoope aHTULIUTOKMHOBOU Teparnm.
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