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HacnedcmeeHHblili aH2uoHespomu4ecKkuli omek, o6ycs1o08/1eHHbIl
Hoeol mymayuet 2zeHa SERPING1 (cny4aii us npakmuku)
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HacnepctBeHHbIN aHrMOHeBpoTUYeckuii otek (HAO) — opdaHHOe reHeTUYeCKN feTepMUHMpPOBaHHOe 3abonesaHme. HAO Ha cerogHALWHMN
[eHb ABNAETCA OfHON U3 CaMbIX CIIOXKHBIX U aKTyanbHbIX Npobnem ana Bpayen nobbix cneyuanbHocTel. [loBTopAtoLmecs NOTeHUMaNnbHO
OracHble IoKaNibHble OTEKUN KOXKW, CIIN3UCTBIX U MOACAM3NCTbIX 000I0UEK, a TakKe MHOroobpasme KNMHUYeCKUX MacoK 3aboneBaHuns
MOTyT ObITb MPUYNHON HeafeKBaTHON Tepanuu, 3NULHUX XUPYPrMYecKxX BMeLIaTeNnbCTs, MHBaNnuAM3aLmum naLueHToB U NpeacTaBnaTb
Yrpo3sy nx xn3sHw. B ctatbe npepcrasneH KnnHuyeckmn cnyyan HAO, aeTepMMHNPOBAHHOIO HOBbIM, PaHee He OMMCaHHbIM B inTepaTtype
1 B 6a3ax JaHHbIX BapraHToM reHa SERPINGT c.1442_1443insGCTGCGTGCT [p.(Trp482Leufs*19)] B reTepo3MroTHOM COCTOAHUN.
KnuHnuyeckne cumnTombl NPOABAANANCH B BUAEe abAOMMHaNbHbIX aTak U aHTMOHEBPOTUYECKNX OTEKOB, OOHaPYKEHO KONMYeCcTBEHHOe
CHUXeHne ypoBHA C1-nHrmérTopa. BoiABneHne n nsyyeHne HoBbIX MyTauuii B reHe SERPINGT no3BonuT He TONbKO CBOEBPEMEHHO
NoATBEPAUTb AMarHo3, Ho 1 npodunakTnposatb HAO.
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Hereditary angioedema is an orphan, genetically determined disease. Today it is one of the most difficult and urgent problems for doctors
of all specialties. Repeated potentially dangerous local edema of the skin, mucous membranes and submucosal membranes, as well as
a variety of clinical masks of the disease can cause inadequate therapy, unnecessary surgical interventions, disability of patients and
pose a threat to their lives. The article presents a clinical case of a disease determined by a new variant of the SERPING1 gene mutation,
previously undescribed in the literature and databases.1442_1443insGCTGCGTGCT [p.(Trp482Leufs*19)]in a heterozygous state. Clinical
symptoms manifested themselves in the form of abdominal attacks and angioedema, and a quantitative decrease in the level of the C1
inhibitor was found. The identification and study of new mutations in the SERPING T gene will not only confirm the diagnosis in a timely
manner, but also prevent hereditary angioedema.
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BeBepgeHune

acJIeICTBEHHbIA aHTUMOHEBPOTUYECKUI OTEK

(HAO) npencrasnsieT cob60il MepBUYHBIA UMMY-

HOIEe(UIIUT, OCHOBHBIMU MPOSIBICHUSIMU KOTO-
POTO SIBJISIIOTCS] OTEKU KOXKU, CIU3UCTBIX U MOJICTU3UCTBIX
000JI0YeK, BO3HUKAIOIINE MO/ BO3ACHCTBUEM CUJIBHOTO
cocynopacuupsioliero Meguatopa opangukuauHa (bK)
[1-3]. x xapaKTepHbIMU OCOOEHHOCTSIMU SIBJISIIOTCS OT-
CYTCTBME 3y/a, TUIIEPEeMUUN KOXU, COMYyTCTBYIOIIEH Kpa-
TMUBHUIIBI, @ TAKXKE OTCYTCTBUE 3(pdeKTa OT JeueHus Cu-
cTeMHbIMU ToKokopTruKoctepornaMu (I'KC) u anTuru-
CTaMMHHBIMU cpencTtBamu [1].

W3zBectHo 4 reHa (SERPINGI, F12, PLG, ANGPTI)
u 6ostee 700 MyTalnii B HUX, KOTOPbIE TPUBOJIST K Pa3BU-
o HAO ¢ xapakTepHOi KITMHUYECKONH CUMIITOMATUKOM.
BriepBbie reHetnueckue Bapuanunu reHa SERPING1 6binu
onucaHbl B 1987 rony [4].

Boigensior 3 Tuna, XxapakTepMu3yIOIIUXCsl pa3HOM re-
HETUYECKOU OCHOBOI 3a00JieBaHUs, HO CXOAHBIMU Yep-
TaMU MaToreHe3a U KIMHU4YecKon KapTuHsbl. [Ipu I Tumne
MyTallMM pacnpenesieHbl no Bcemy reHy SERPING, BbI-
SIBJISIETCSI KOJIMYecTBeHHoe cHuxeHue Cl-uHrubutopa
(C1-INH). ITpu II Tumne myTanuu JIOKaJIN3yIOTCS B OCHOB-
HOM B 9Kk30He 8 reHa SERPING I v npuBOAAT K TUCHYHK-
uu C1-INH no npyuuriHe u3BMeHeHHO! CTPYKTYpPhI €T0 aK-
tuBHoro neHtpa. I Tun Tum HAO Habmogaetcs penxo,
K HEMY MIPUBOAAT MyTauuu B reHax F12, PLG, ANGPT,
YTO MposiBisieTcss HopMaibHbIM ypoBHeM C1-INH, Ho aHO-
MasibHBIMU (hopMamu pakTopa XII, miazmMuHoreHa, aHru-
oroaTrHa | unm kuHuHoreHa [1, 3].

Hau6onee cneunuyHbBIMU B KIIMHUKO-J1abopaTop-
Hoii tuarHoctrke HAO 1 u I1 Tumnos sBisgtoTcst GMoXumu-
YECKMU aHAIN3 KOHIEHTPAUU U QYHKIIMOHAJIbHON aKTHB-
Hoctu C1-INH cucremMbl KOMIUIEMEHTa U MOJIEKYJISIPHO-Te-
HETUYECKUI aHaJIU3, KOTOPBIA JaeT BO3MOXHOCTb TOYHO
YCTaHOBUTb MOJIEKYJISIPHYIO TPUUMHY 3a0oeBanus [1-3].
[MonTBep:xaeHne quarHo3a MmyTéM UCCAeIOBAHUS CUCTEMbI
KoMIuieMeHTa 1 otieHKu ypoBHst C1- INH u/wmm ero aktus-
HOCTHU MTPOBOIST ABAXbI ¢ UHTepBasioM 1 Mecsi [2]. B ka-
YECTBE aJIbTEPHATUBBI BTOPHIM aHAJIM30M MOXET CTaTh UC-
cnenoBanue reHa SERPING1 [2,3]. PoacTBeHHUKAM TTEepBOiA
CTeNeHU POJCTBA MalreHTa ¢ noareepxaeHHbIM HAO Tak-
K€ TOJKEH OBITh MPOBENEH OMHOKPATHBIN aHATTU3 CUCTEMBbI
KoMIuieMeHTa uau mytaiuu B reHe SERPINGI [2]. Tloxa-
TBEPXXACHHBIN IMarHO3 He TOJIbKO MOMOTAET ONPENeTUThCS
C NAJIbHEMIIIEH TAKTUKON BEIEHUS TALIMEHTA, HO U TTIO3BO-
JIUT CBOEBPEMEHHO MTOCTaBUTb TUArHO3 OJIVDKANUIIINM POJI-
CTBEHHUKaM, PO UIAKTUPYET MOSIBIICHUE KU3HEYTPOXKAIO-
LIMX COCTOSTHUI U U3TUIITHUX MEAUIIUHCKUX BMEILIATEIbCTB.
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Llenp Habmonenuss — usydutb teyeHue HAO, o0y-
CJIOBJICHHOTO HOBOW, BIEPBBIE BBISIBJICHHOW MyTallle
B reHe SERPING Ha mpuMepe KIMHUYECKOTO CTyvasi.

OnucaHve KNNHNYEeCKOro cnyyan

boabhas E., 44 rona, obpaTuiiach K Bpady ajlJieproJio-
ry-uMMyHosory B ¢espaje 2023 . ¢ x)kajgod6aMM Ha CIIOH-
TaHHBIE OTEKU KOHEYHOCTEW U MATKUX TKAHEUW 3aaHen
MOBEPXHOCTH Ta3a, 00U B AMUTACTPUU C Uppanralueid
B OOKOBBIE OTAEJIbI TYJOBHUILA, HE KYITUPYIOIIUECs aHaTb-
reTUuKaMu, ¢ JaJIbHEHIIEH pBOTOM, XXUIKUM CTYJIOM, O3-
HOOOM, MHOTIIA OTEPEN CO3HAHUS.

W3BecTHO, 4TO MauueHTKa ¢ 20-JeTHEero Bo3pacTa oT-
MeyaeT SMU30AMYECKUE OTeKM KOHEYHOCTEel U STOull, KO-
TOPBIE MPOXOIUIIM CAMOCTOSITEIbHO yepe3 3-4 nHs1. OTekun
kynupoBanuch npueMoM I'KC (mpenHu30/10HOM), aHTH -
rMcTaMUHHBIE MpenapaThl 3 dekTa He naBanu. Tpurrepa-
MU OTEKOB BBICTYTAJIM TPaBMbl, CIaBJIeHUE TKaHEe, prueM
KOMOMHUPOBAHHBIX OpajbHbIX KoHTpaLenTuBoB (KOK).
OTMmeyaeTcst HaJTMYME OTSTOIEHHOW HACIEICTBEHHOCTH
MO MYXXCKOM JIMHUU: y OTLa HaOIonaauch nepudepuye-
CKH€ OTeKH, Y AU U ASIYIIKU — JIeTaTbHbIEe UCXObI Ha
(bone oteka roptaHu. boi1o YeThipe 6EpeMEHHOCTH, U3 HUX
JIBOE€ poOB U IBa abopTta. OTMeuasna ycuiaeHue CUMITOMOB
B TeueHue 6epemeHHocTeit (2003r., 2009 r.).

B 2009 r. B mepuon 6epeMeHHOCTH 00paTUIach K IjiaB-
HOMY aJIJIeproJIory-MMMYHOJIOTY pecnyoJnKu MopnoBusi
(PM) ¢ cooTBeTcTBYIOIIMMMU XKaj006aMu. bbulo BeicKa3zaHO
npennonoxeHue o HAO, ogHako M3-3a OTCYTCTBUSI BO3-
MOKHOCTH F€HETUYECKOT0 00CIeI0BaHUS AMAarHo3 MoI-
TBEpKJAeH He OblI. HazHaueH nmpuemM BHYTpb aMUHOKa-
MMPOHOBOM KUCIOTHI, 3(pheKTa OT MprueMa KOTOpOit He OT-
MEeYasoch.

B 2022 r. nauueHTKa nepeHecja HOBYIO KOPOHABUPYC-
HYI0 UH(EKILIMIO, B 3TOM 3Ke rofy Obljia MpUBUTA BAKLIMHOM
I'am-KOBUWI-Bak. ITocne 601e3HM OTMETHIIA yUallleHUE
MPUCTYTIOB 10 1 pa3a Kaxaele 2 Mecslia, a TaKXe MocTe-
rneHHoe yMeHbleHue a¢dekra ot npuema 'KC ¢ mocine-
JYIOIIMM TOJHBIM €ro OTCYTCTBUEM. 3a MOCAeNHU rof pe-
LIMAMBBI YYaCTUJIMCh OO 2 pa3 B MECSILL.

B auBape 2023 r. mauueHTKa Mocje MorpeiHoCTh
B AMeTe MOCTYMuIa B XUPYPruyeckoe OTAeIECHUE C XKa-
Jlo0aMU Ha BhIPaXKEHHYIO ¢J1a00CTh, pacnyparlme 00au
B BIUTacTPabHOI 00JIACTU U TTPaBOM IOApeOephbe, TOLLI-
HOTY, CYXOCTb 1 TOpeyb BO PTy. bblja 3KCTPEHHO T'OCIU-
Tanu3upoBaHa B | xupypruyeckoe otnenecHue MPLIKb
r. CapaHcka.
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Ha MoMeHT ocMoTpa 0TMEYasIoCh: COCTOSTHUE CPEeTHE
CTETICHU TSDKECTHU, KOXKHBIE TTIOKPOBBI (DM3MOJIOIMUECKOi
OKpAaCKM, OTCYTCTBHE BBICHITIAHMI, BJIAXKHOCTb OOBIYHASI.
OrtcyTcTBUE TIepuepuIecKX OTeKoB. B 1erkux npixaHue
BE3UKYJISIPHOE, XPUIIbI He BBICTYIIMBaIOTC. YacToTa Ibl-
XaTeJIbHbIX IBMKEHUI 18/MUH, PUTM ObIXaHUST PETYIsIp-
Hblit. O61acTh cepalla He M3MeHeHa. BepxylieuHblit TOT40K
B 5 Mexxpebepbe. ToHBI cep/iiia MPUNITYIIEHbl, PUTM CEpLa
npaBuibHbIA. AJT 105/75 MM. pT. CT., YacTOTa CEPAEUHbBIX CO-
kpatenuii (HCC) 80/muH, mmynbe 80/MuH. S3bIK HOpMaib-
HOI1 BeJIMYMHBI, PO30BOTO 1IBETA, BJIAXKHBIiA, 00JI0KEH KeJITO-
BaTbIM HAJIETOM Y KOpHsI. MsITKOe 1 TBepaoe HeOGo OObIYHOMI
OKpacKH, TeMopparvii 1 Hajera HeT. MUHIaJIMHBI OObIY-
HOI BeJIMYMHBI M OKPACKU, 0€3 HaJleTa M THOMHBIX TTPOOOK.

IIpu ocMOTpe KMBOT HE3HAUYUTEIbHO B3IYT, CHUM-
METPUYHbII, pABHOMEPHO YYaCTBYET B aKTe JIbIXaHUSI.
ITpu MOBepXHOCTHON IMaJIbIIALIMK XXKUBOT MSTKUI, 60J1e3-
HEHHBII1 B 3IIMTacTPUU U IIpaBoM nojapedepbe. CUMITTOMBI
«KalieBoro Toukar, [lllerkuHa-baoMmbepra u Menaens
oTpulareiabHbie. [Ipy majbnanuy HKHUI Kpaii eyeHn
HE BBICTYITaeT U3-T10J pPeOePHOI IyTy, MITKUIi, 6e3001e3-
HeHHbIA. [IpM3HaKU CKOTUIEHUST CBOOOIHOM KUIKOCTU
B OPIOIIHOI ITOJIOCTA METOIAMU MEePKYCCUM U (DITIOKTya-
LIMU HE OIPENeISITUCh.

B pesynbTaTax 1a00paTopHOI AMarHOCTUKY obpalia-
0T Ha ce0s1 BHUMaHue: B 00IeM aHaIu3e KPOBU JIEHKO-
umro3 13,5%10°/1, B GUOXMMUYECKOM aHAIN3¢ KPOBU I'M-
neponuTMPyOHEMUs 26 MKMOJIb/JT 32 CYET HEIIPSIMOTO
ouutMpyouHa 22,9 MKMOJIb/J1, OOLIMI aHaInM3 MOYU 0e3
1aToJIOTMH, 0OHAPYKEHO ITOBBIILIEHE OHKOMapKepoB. Pe-
3yJIbTAThI TIPEICTaBICHBI B TA0J. 1.

I P-nuarnoctuka: COVID-19 (He oOHapyXeHO).
JaHHBIe 2JIEKTPOKAPAUOTPAMMBbI: CUHYCOBBII PUTM,

Ta6nuua 1. Pe3ynbtaThl aHanv3a OHKOMapKEPOB NaumeHTKu E.
Table 1. Patient’s E. results of tumor marker analysis.
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YCC 80/mMuH. DnekTpuyeckasl ocb cepiiia He OTKJIOHEHa.
JanHble KoMmbioTepHoii Tomorpaduu (KT) opraHon
I'PYAHON MOJOCTU: JAHHBIX 32 BUPYCHYIO THEBMOHMIO
He BbisiBAeHO. KT-0. Opransl rpyaHoi KJIeTKU 0e3 BU-
numoit matojoruu. Jlanueie KT opraHoB OplolHOl Mo-
soctu: KT npu3Haku BBIIIOTa B MaJIOM Ta3y, KMUCTHI JKeJI-
Toro Teja npasoro suuyHuka. KT-kaptuHa nudgysHoro
naHkpeaTuta ctaauu B o Balthazar, nerkoii creneHu Ts-
kectu. JlaHHble GUOPOKOIOHOCKOMUU: aTOHUS TOJICTOM
kumku. 'eMoppoii.

Bbu1 ocTaBiieH AMArHO3 CUHOPOM pa3opanceHHo20 Ku-
weunuxa. Onepanust 19.01.2022 r. — JluarHocTuyeckasi
Jlarapockonus. Aare3voausuc. JpeHupoBaHue Oprol-
Holi TtostocTu. CIiaeyHbIil IIPolecC OPIOLIHOM ITOJOCTI.

ITocne BeIMUCKM W3 cTallMoHapa OoJibHas Haboaa-
JIaCh y TaCTPO3HTEpoJIora ¢ AuarHo3oM: CUHAPOM paszipa-
JKEHHOTO KUIIIEYHUKA. ACIIUT HESICHON 3TUOJIOTUM. XPO-
HUYECKUI TaCTPUT, HecToliKasl pemuccusi. ['pbrka mu-
meBogHoro orBepctust auadparmol (ATTIO). AHemMus
JIETKOI cTereHu TskecTH. BricTaBiieH nuddepeHImaib-
HBII PSIT; KAPLUMHOMIHBINA CMHIPOM, HEMPO3HIOKPUHHAS
OIYXOJIb, TACTPOMHTECTUHAJIbHAST aJUIEPTusi, a0JOMUHAIIb-
Hasl SIIJIETICUSI, XPOHMYEeCKasl MileMudeckasi 60J1e3Hb Op-
ranoB nuiueBapeHust (XMBOIT). HanpasneHa Ha KOHCYJTb-
TallMIO K aJUIeProJIory-MMMYHOJIOTY.

B deBpasne 2023 r. r1aBHBIM aJIeprojoroM-uMMYHO-
Jiorom pecnyonuku Mopaosus (PM) ajist moaTBepKaeHust
JIarHo3a ObUT B3AT OromaTtepuai u HamnpasieH B DI'BY
HMUWUI AT'OU vim. Amutpus Porauesa M3 P®. Brisiie-
HO CHIDKeHMe KoMroHeHTa C1-MHruouTopa CUCTEMbI KOM-
IieMeHTa. Pe3yabTaThl peacTaBieHbl B Ta0. 2.

Yepes mecssir B PI'BHY Menuko-reHeTUYeCKU M
Hay4HbIN LHeHTp uMeHu akagemuka H.IT.boukoBa BbI-

Tecr Pesynbrat En. uzm. PedepeHcHble 3HaYeHUST
AHTHUreH pakosbiit (CA) 125 40,0 E/mn 0-30
AwnTureH pakosbiii (CA) 19-9 3,0 EN/mn 0-34
Anbda-derornporenH (ADIT) 6,0 ME/mn 0-7,3
PaxoBblit 9MOpuoHaibHbLIA aHTUTEH (PDA) 0,4 Hr/mn 0-5

Ta6bnuua 2. Pe3ynbtatbl aHanusa C1-vHrMbuTOpa CUCTEMbl KOMMIEMEHTa NauuneHTKu E.

Table 2. Patient’s E. results of analysis of the C1-inhibitor of the complement system

Tect

PesynbraT

En.u3m.

PedepeHcHbIe 3HaYCHUS

KowmriemenT, actepasubiii ”HTUOUTOp C1 (KOTMUECTBEHHBII)

0,025

/1

0,21-0,43
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nosiHeHo ucciaenoanue JHK mamueHTKu Ha Haiu4yue
myrtanuit B rene SERPINGI (C1-INH) (NM_000062),
oTBeTcTBeHHBIX 3a pa3Butue HAO tunos I u II. B pe-
3yJIbTaTe MPSIMOTO CEKBEHTUPOBaHUs 10 CaHTepy 3K30-
HOB 1-8 1 0bJ1acTeli 9K30H-UHTPOHHBIX COEAUHEHU T'e-
Ha SERPINGI B 5k30He 8 0OHapy:KeH paHee He OMucaH-
HBII B 1uTepatype 1 B 6a3ax ganHbix (HGMD, ClinVar,
LOVD) BapuaHT c.1442 1443insGCTGCGTGCT
[p.(Trp482Leufs’19)] B reTepO3UroTHOM COCTOSIHUM.
BhIsiBJIeHHBIN BApUAHT HYKJICOTUIHOM ITOCIeI0BaTE b~
HOCTHU He 3aperucTPUPOBaH B KOHTPOJbHBIX BHIOOPKaX
gnomAD (The Genome Aggregation Database). I1o co-
BOKynHOCTU AaHHbIX (PVS1, PM2, PP4) BbIsiBI€HHBI
BapuvaHT CJIelyeT paccMaTpuBaTh Kak rmatoreHHblii. LoF
myTtauuu onucansl npu HAO.

ITpu nanbHelIeM UCCIeI0BaHUM B TOU ke JabopaTo-
puHn y cbiHa anmeHTKy E. Obu1a oOHapykeHa WAeHTUIHAasT
MyTauus 6e3 KIMHUYECKOl MaHupecTauuu.

ITocne nocraHoBku nuarHo3a HAO naHbl peKoMeHa-
LIMM 110 U3MEHEHUI0 00pa3a KU3HU, peKOMEHI0BaHO Jieye-
HUe aroHucToM B2-penienTopoB (MKaTUOAHTOM) JJIST KY-
MUPOBAaHMS OCTPBIX aTak. Ha qaHHbBIIl MOMEHT IMallMeHTKa
HaXOJUTCS B IPOIIECCe MOCTAHOBKYU Ha y4eT 110 ITpoTrpaM-
Me opaHHBIX 3200JIeBaHUIA.

O6cyxpaeHne

Ha cerogusimamit neas HAO sBisteTcst omHOIM U3 ca-
MBIX CJIOXHBIX 1 aKTyaJIbHBIX IIPOOJIEM [T Bpadueit TIOOBIX
crrienuanbHOCTel. [ToBTOpSIOITMECS TTOTCHIIMAIBHO OTIac-
HBIC JIOKAJIbHBIC OTCKM KOXKH, CIIM3UCTHIX 1 TTOACTM3UCTHIX
000J109eK MOTYT OBITh MIPUUYMHON MHBATMIN3ALINH ALl -
€HTOB U TIPEACTABJISATh YIPO3Y UX KU3HMU.

B 3HaunTeIbHOM cTenieHN TTpobieMa IMepBUIHOM I -
arHoctuk HAO cBsi3aHa ¢ HU3KOM pacIrpocTpaHEHHO-
CTBIO 3200JIeBaHNS Y HECTICTM(PUICCKON CUMITTOMATHUKOM.
3aTpymHSeT BBISIBJICHNE KOHKPETHOTO MMMYHOIEe(UIINTA
¥ TO, YTO IO KOHIIA HE M3YUYeHBI OCOOCHHOCTH €Tr0 Teue-
HUsl. MHOroo0pasue KJIMHUYECKUX MPOSIBJICHUM, CXOI-
HBIX C CUMIITOMaMU APYTUX 3a00JIeBaHUi, 0€3 TIIaTeIbHO
CcOOpaHHOrO aHAMHE3a U aHaJIN3a 0ObEKTUBHOM CUMIITO-
MAaTUKU MOTYT IIPUBECTH K HeaJIeKBATHOU TepaIrvu U N3-
JINIITHAM XAPYPTrUIECKIM BMEIIATEIbCTBAM, UYTO TOKa3hI-
BaeT NAaHHBIN KIIMHUYECKUIA CIIydai.

Bonee Toro, HecMOTpsT Ha 3HAYUTEIBHBIC TOCTUXKE-
HUS B MI3y4YeHUHU reHeTndeckoit ocHoBel HAO, reHeTnue-
CKUe IPUYNHBI TaHHOTO 3200JIeBaHUSI OCTAIOTCS 10 KOHIIA
He ucclienoBaHHBIMU. Ho 61aromapst MCTIOIb30BaHMIO CO-
BPEMEHHBIX METOIOB MOJICKY/ISIPHO-TEHETUIECKOTO aHAIIH-
32 MOSIBJISIIOTCS BOBMOXKHOCTHU OTKPBIBATH HOBBIE MYTaIlUH
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BreHe SERPING 1, KOoTopble MPOSIBIISIIOT CBOU YHUKAJIbHBIE
ocobeHHoCTH B (heHOTUIIE. OCOOEHHOCTH TAHHOTO KJIMHU -
YECKOro ciyyasl 3aKjIro4aeTcsl B TOM, YTO OH 0OYCJIOBJIEH
HOBOI HEM3BECTHON MyTallMell BBILIEYITOMSIHYTOrO reHa.

ITpu aHanu3e 3TOit UCTOPUU OOJIE3HN OOHAPYKEHbBI Xa-
pakTepHbIe MPU3HAKM, KOTOPbIE MPOCIIEKUBAIOTCS B 00JIb-
IIMHCTBE CJIy4aeB aOMOMUHAIBHOTO BapyaHTa TeUEHMS 3a-
OoJieBaHMS: 00JIEBOI CUHAPOM B 001aCTH XKMBOTA, TOLIHO-
Ta 1 pBOTA, KyNUPYOLIMecs B TeUeHUe 5 CYTOK. AHaMHe3
nauueHTKU E. umen cemeiiHblll XapakTep, OCHOBHBIMU
TPUTTEPHBIMU (DaKTOpaMU SIBJISUIUCh OEPEMEHHOCTb 1 BU-
pycHast UH(MEKI1MsI, KOTOpbIe MPUBEIH K YTSKEJICHUIO Te-
yeHHUs 3a00J1eBaHusl, a TAaKXKe MPOBEISHUIO HEHYXKHBIX
onepauuii. Kpome Toro, orMevanoch oTcyTcTBUE dhheKTa
oT npuema I'KC 1 aHTUTrMCTAMUHHBIX TIpenapaToB.

B 1aHHOM KJIMHUYECKOM MpUMepe, B OTJIMYME OT 00JIb-
IIMHCTBA ClyJyaeB, MaHUbecTalus 3a00aeBaHUS TTPOU-
30111a B 00Jiee cTapllieM BO3pacTe U HE COMPOBOXAAIACh
MpeABEeCTHMKAMM B BUIE KOJbLIEBUIHOW SPUTEMbI U OTe-
KaMM APYTUX JIOKaJIu3aluil, TaAKMX KaK JUILI0, 1IesT U KO-
HeyHocTU. Takke He 0OHApYKEeHbI COUETaHUSI C aTOMUEN,
YTO HECOMHEHHO MPUBOIUIO ObI K 00JIee TSKEIbIM COCTO-
STHUSIM M YXYIIIEHUIO Ka4eCTBA XXU3HU OOJbHOM.

Hacrosiiee kimHu4ecKoe HaOII0ACHUE 1eMOHCTPHU-
pyert, uto TeueHue HAO, o0ycoBIeHHOE HOBOI MyTallu-
eii reHa SERPING 1, cXoqHO ¢ TaKOBBIM B YK€ U3BECTHBIX
cJIyJasix U3MeHeHUs 9Toro reHa. OqHaKo yKa3aHHbIE Bbl-
11e TPYAHOCTU MPUBEIU K HEBEPHBIM 3aKJIIOUEHUSIM Bpa-
Yell U HETOYHOW TaKTUKE JICYEHU .

Taxkum 06pa3oM, BeneHre TaKUX MallMEHTOB JOJIKHO
OCYIIECTBJSITbCS B TeUEHUE BCEll KU3HU MPU MOCTOSIH-
HOM B3aUMOJECHCTBUU ajUieprojora-uMMyHOJIOTa ¢ aKy-
1epaMu-rMHEeKOJI0raMu, XMpypraMu, racTpo3HTepoJiora-
MM, CTOMAaTOJIOTaMu, IieAuaTpaMu, TeparneBTaMu 1 Bpaya-
MM IPYTUX CIIELIMATIBHOCTEN.

PexomeHpanuu no usMeHeH10 0bpasza XKU3HU U U3-
OeraHuio MPUYMHHBIX (DAKTOPOB, HA3HAYEHUE crieludu-
YECKOU Teparnuu siBJIsIIOTCSl OCHOBOM MpOoMUIaKTUKHY OTe-
KOB U, TEM CaMbIM, IIPEIOTBPALLEHNS OMACHBIX U1 XKU3HU
cutyauuii. B nonojsiHeHue, 3HAaHUSI O TEHETUYECKOM HO-
cutenbcTBe HAO 6113KMMU pOACTBEHHUKAMU (B JAHHOM
KJIMHUYECKOM IPUMepe — ChIHOM TMallMeHTKN) IIOMOraeT
MPEAOTBPATUTH U Y HUX KaTacTpO(PUIECKre COCTOSTHUSI.

3ak/ouyeHne

JIaHHBIA KIMHAYECKUIA Clydyail IeMOHCTPUPYET pas-
HOOOpa3re KIMHUICCKIX MACOK 3a00JIeBaHUsI, TTOKa3bI-
BAET CJIOXKHOCTD ITOCTAHOBKU IMArH0o3a JaHHOTO NEepBUY-
HOTO MMMYHOIE(hHIINTA, a TAKKE TEMOHCTPUPYET paHee
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He OMMCcaHHBIN B IuTepaType u B 6a3ax gaHHbix (HGMD,
ClinVar, LOVD) Bapuant c.1442 1443insGCTGCGTGCT
(p.(Trp482Leufs’'19)) B reTepo3UrOTHOM COCTOSTHUMU.

BoisiBieHrMe M M3ydyeHHEe HOBBIX MyTalldii B TeHE
SERPINGI 1103BOJIUT HE TOJILKO CBOEBPEMEHHO MOATBEP-
JIUTh AMarHo3, HO U MpoduiakTupoBaTh obocTpeHuss HAO.
MpbI HazieeMcsl, YTO BBISIBJICHHAs! paHee HeM3BeCTHast MyTa-
LIUST B JTaHHOM KJIMHUYEeCKOM IIPUMEpPE BHECET CBOIO JIeTI-
Ty B uzyuenue HAO.
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