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Caoxunoctu nuddepeHnuaabHOi JMATHOCTHKY AHTHOOTEKOB,
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AHHOTALUA

AHTMOOTEK BO3HUKAET MU3-3a JIOKAJIBLHOTO MOBBIIIEHUS] TPOHUIIAEMOCTU COCYIOB IO/ BO3IEHCTBMEM MEIMaTOpOB Opa-
JVKWHWHA WIM MEAUATOPOB TYUYHBIX KJIeTOK. OCHOBHAs CIOXHOCTh B AU depeHIIMaIbHON AMarHOCTUKE aHTMOOTEKOB
3aKJIIOYAETCS B TOM, UTO K PA3BUTHIO OUYEHb CXOMHOW KIIMHWYECKOW KapTUHBI MOTYT MIPUBECTU pa3Hble MaTOOU3UOIOTH -
yeckue Tpoliiecchl. B To ke Bpems1 BeprduKalys TUIIa aHTUOOTEKA MPUHILIMITUAIBHO BaxkKHa JJ1s1 MPaBUWIbHOTO Moadbopa
teparmun. B 2020 1. Ha 6aze ®PT'BY «['HII Uucturyr nmmynonorum» @MBA Poccun B paMKax paboThl pedepeHCHOTO
LIEHTpa MO OKa3aHUIO 3KCIepTHON nmoMoinu naureHTaMm ¢ kpanuBHuieil (GA2LEN UCARE) ObL1a npoBeneHa 1kosa
JUTSE Bpauel «XpoHMYecKasl KpalluBHUIIA: HAYYHO-MEAUIIMHCKUE JOCTMKEHUS U TTPAaKTUYECKHe aCTIEKThl BeICHMS Maly-
eHtoB». Ha MeporpusTuu Obl1a mpeacTaBieHa cepysi KIIMHUYECKKX ClTydaeB MalMeHTOB ¢ HACJeACTBEHHbIM aHTMOOTE-
KOM ¢ MyTalueil B reHe PLG, OTHOCSIIIUXCS K OMHOM CeMbe, C LIEIbIO JEMOHCTPALIMU CIOXKHOCTH AUuddepeHIIMaTbHON
JMVarHOCTUKU MEXIy Pa3IUYHbIMU BUIAMU aHTUOOTEKOB. JlaHHAas CTaThs ITOCBSIIIEHA ONKMCAHWIO 3TOI CepUU.
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Challenges of differential diagnosis of mediators-induced
and bradykinin-induced angioedema shown by a clinical case series
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ABSTRACT

Angioedema is caused by a local increase in vascular permeability induced by bradykinin or mast cell mediators. The main
challenge of the differential diagnosis of angioedema lies in the fact that different pathophysiological processes may lead
to a very similar clinical picture. Moreover, verification of the type of angioedema is crucial for selection of appropriate
therapy. In 2020, a school for doctors “Chronic urticaria: scientific and medical accomplishments and practical aspects
of patient management” was held on the basis of the National Research Center Institute of Immunology of the FMBA
of Russia as part of the work of the reference center that provides expert assistance to patients with urticaria (GA2LEN
UCARE). A clinical case series of related patients with hereditary angioedema due to a mutation in the PLG gene was
presented to demonstrate the challenges of the differential diagnosis between types of angioedema. This article focused
on the description of this series.
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BBenenne

PazButue anruooréka (AO) o0OyCIOBIMBAIOT TAKME
naro(u3noIOornYecKue MpoLecChl, KaK Ba30AMIaTaLIUSs
U YBEJMYEHUE COCYIUCTOMN MPOHULIAEMOCTH, CO3/al0-
1IME YCIOBUS IJIsl DKCTpaBa3allMy XXUJAKOCTU B TOMA-
KOXHBIA Y TTOACAU3UCTHIN MHTepcTuLnii [1]. OgHako
3aIycKaTh JaHHbIE MaTO(MU3NO0JIOTMYECKe TTPOLIECChI
MOTYT pa3Hble MEAUATOPbI, B YACTHOCTU MeIUATOPbI
TYYHBIX KJIETOK (TMCTaMUH, JISMKOTPUEHBI, TPUITA3a,
MIpOoCTarIaHAWHbBI) WIK OpanukuHuH. UMeHHOo To, Ka-
Kot MeauaTop mpuBeEn K pazsutuio AO, o0ycioBiIuBaeT
HE TOJILKO KJIMHWYECKUE MPOSIBIEHUS 3a00JieBaHus,
HO ¥ moA0Op Tepaluy U IIPOTrHO3 ITalueHTa [2—4].
Hecmotpst Ha To, uTo AO, BbI3BaHHbIE MeAUaTOpaMU
TYYHBIX KJIETOK U OpaJUKMHUHOM, B TEOPUU MMEIOT
pSIJl CYLIECTBEHHBIX OTJIUYMI, B peaJibHOM KJIMHU-
YeCcKOU MpakTuke mpoBeaeHUe nuddepeHunanbHON
JUATHOCTUKW MOXET MPEACTaBISITh COO0K HEMPOCTYIO
KJIMHUYECKYIO 3a/1a4y, TaK KakK a0COJIIOTHbIE KIMHUYE-
CKHe MapKepbl TO 1iu nHOU dopMbl AO OTCYTCTBYIOT
(Tabn.) [2].

Hacnencrennsbiit anrnooték (HAO), oTHOCsILIMiACS
K AO, BbI3BaHHBIM OpaIMKMHUHOM, — OY€Hb PeIKOe,
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Table. Differential diagnosis angioedema
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MMOTEHIINAILHO XM3HeyTpoxXarolee 3a00JeBaHNe, 0C-
HOBHBIM KJIMHUYECKUM CUMITTOMOM KOTOPOTO SIBJISIIOT-
cs peuunuBupytoine AO pa3aTuaHOR JoKanusauu [S].
CornacHo coBpeMeHHOM KinaccuduKaliu, pa3andaioT
nBe ocHoBHBEIE popMbl HAO: Gonee pacrpocTpaHEH-
aHyio — HAO ¢ medpunturom Cl-unrunouropa (HAO 1
u Il Tunos), u 6onee peakyto popmy — HAO 6e3 ne-
¢unura Cl-unrudbutopa (ycrapesiiee Ha3BaHue HAO
111 Tuna). B 3aBUCMMOCTH OT TOrO, MyTallusI KAKOTo reHa
npuBena K pazsutuio HAO 6e3 nepuniura C1, Boiaess-
1oT HAO ¢ myraumeit B rene FXII (HAO-FXII), PLG
(HAO-PLG), ANGPT1 (HAO-ANGPTI1); B cirygae
eCJI MPUYUHHO-3HAYUMYIO MYTallUIO BBISIBUTD HE Y1a-
€TCs1, HO y MallMeHTa eCTh CEMEMHBII aHaMHe3, BbICTaB-
nsiercs nuarHo3 HAO 6e3 nepunura Cl-uHruburopa
C HEYTOYHEHHOI MyTauuei [6, 7].

B maHHOI cTaThe TIpencTaBieHa Ceprs KITMHUTIECKIX
clydaeB nalyeHToB u3 ogHoi ceMbu ¢ HAO ¢ MyTtativeit
BreHe PLG (HAO-PLG). Pa36op atux mpumMepoB Ipe-
CTaBJISIET MHTEPEC IO ABYM MpUYMHaM. Bo-TepBhiX,
HAO-PLG, BoisiBneHHbilt B 2018 1., o4eHb peakuii
it HAO (B Mupe oImrcaHo TOJBKO 146 KITMHNYECKNX
ciydaeB) [8]. Bo-BTOpbIX, 0COOEHHOCTH TeUEHUSI 3200~
JIeBaHUS MTpo0aH/1a HA MOMEHT €r0 IMOCTYIIJIEHUSI B KJTU -

JuddepeHunanbHas TMarHOCTUKA

AHTMOOTEKM, BEI3BAaHHbBIE

AHI‘I/IOOTéKI/I, BbI3BAHHBIC ME€IMATOPaMU

1 aHTUTUCTAaMMWHHBIX IIPEIIapaToB

OpaAuKUHUHOM TYYHBIX KJIETOK 1/1u 6a30(puioB

KpanusHuia - ++

OTEK BEpXHMX IbIXaTeIbHBIX Ty Tel ++ -

Bponxocnasm +/- ++

Bonu B xuBote ++ -

TunoteHsus +/- +
ITponoIXUTENBHOCTD, 4 36—120 <48
BddexruBHocTs c'KC Her Ecrb

XapakTepHbIe TPUTTEPHBIE (PaKTOPHI

Tpasma, ctpecc; npuém HAIID,
SCTPOreHCOIEPKAIIKX IIPENapaToB

HCCTCpOI/IHHbIC NPOTUBOBOCHAJIMTEIbHBIC
cpeacTna, nmmiia, yKyCc HaCCKOMOro

Hanuuue oTsIromi€HHOro ceMeiHoro
aHaMHe3a

+

IIpumevyaHue. «+» — XapakTepHO, «++» — OUEHb XapaKTepHO, «+/-» — BO3MOXHO, «-» — HexapakrepHo. c[KC —
CUCTEMHBIE TITIOKOKOPTUKOCTEpOUIbl; MAIT®D — MHIMOMTOp aHTMOTEH3WHIIPEBpallanero gepMeHTa.

Note. «+» — typically, «<++» — very typically, «+/-» — possibly, «-» — antypically. c’KC — systemic glucocorticosteroids,

nAIT® — inhibitors of angiotensin converting enzyme.
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HUKY, a TAaKK€ Pe3yabTaThl IIPOBEAEHHOTO 00CIeI0Ba-
HUS nefaau 6ojiee BEPOSITHBIM AIMArHO3 XPOHUYECKOM
CIIOHTAHHOM KPaNmMBHUIILI C aHTMOOTEKaMHU, yeM HAO.

Onucanne KIMHAYECKHX CIydaeB

Knmunanyeckuii ciyvaii 1 (mpodanm)

Boabnoit 1., 1966 roga poxneHusi, B Bo3pacre
39 net (B 2005 r.) rocnUTaIM3MpPOBaH B KIMHUKY WH-
CTUTYTa UMMYHOJIOTUH C KaJ100aMH Ha PeIIMANBUPYIO-
LK€ OTEKU JIMLIA U SI3bIKA.

Anamues 3abonesanus. B 22; 23 n 24 roma ormeyan
BIM30AbI YPTUKAPHBIX BHICHIIIAHWI Ha TIPEATUICYBSIX,
KOJICHSIX, JINIIE, COTIPOBOKIAIONINECS 3yIOM U TTOBBI-
meHueM TeMmnepaTypsl 10 40°C. [IpoBoauiock tedeHne
XJIOPUIOM KaJIbIusA, 3(PGEKT OT Tepali HEeU3BECTeH.
B 35 ner 0e3 BumuMoit mpuunHbI pa3Bwica AO nmia,
a3bIKa, 1meun. OTEK coxpaHsiics asoe cytok. [TpoBoau-
JIOCh JIeYeHUE CUCTEeMHBIMU ITTIOKOKOPTUKOCTEPOUIAMU
(cI'KC) u aHTUTMCTAMMHHBIMU MpernapaTtaMu 6e3 3¢-
(exTa. [TogoOHBIE TPUCTYITHI MOBTOPSUTUCH B 36; 37
1 39 JIeT, B CBSI3U € YeM TaLIMEHT 00paTUIICS B KIMHUKY.

Cemeiinblii aHamHe3 HAa MOMEHT OOpallleHUsT He OTSI-
TOIIEH.

Pesyavmamut gpuzuxarvnozo, 1a60pamoprozo

U UHCIMPYMEHMAAbHO20 UCCACO08aHUS

ObsexmueHo: Ha MOMEHT IOCTYILICHUSI OTEKOB U BbI-
CBITIAHWU HET.

Pezyabmamoir nabopamoproeo obcaedosanus: B 00IIEM
aHaJM3e KpOBH, OOIIIEM aHAJI3¢ MOYM BCE TTOKA3aTe N
B TIpeneniax pedepeHCHBIX 3HadYeHn. C-peakTUBHBIN
oenok (CPB), antucrpenrronu3nd-O (ACJIO), pes-
MaTounHblil pakrop (P®D), obmmit IgE B mpenenax
HOPMEIL. B GMOXNMIYIEeCKOM aHaIn3e KPOBU BBISIBICHO
MOBBILIEHUE YPOBHSI MOUEBOU KUCIOTHI 10 504 (HOp-
Ma 262—452) MKMOJIb/J, alaHUHAMUHOTpaHCc(epasbl
1o 101 (Hopma 10—40) ME/n, acmaprataMMHOTpaHC-
(epassl 1o 141 (Hopma 10—40) ME/n.

Hccanedosanue cucmemovr komnaiemenma: Cl-
WHTHOMTOP KOJIMYeCTBeHHBIN 568,7 (Hopma 150—350)
MKT/Mi, C4 KoMmmoHeHT koMIieMeHTa 0,45 (Hopma
0,20—0,55) mr/mn. UccnenoBanue ypoBHs Cl-
MHTUOUTOpa (PYHKIIMOHAIBLHOTO HE ITPOBOAMIIOCH BBULY
OTCYTCTBMS TEXHUYECKOM BO3MOXKHOCTH.

Koocnbie aanepeonpobol: ceHCUOUIU3AUU K ObI-
TOBBIM, TBUTBLIEBBIM, AMUAEPMAILHBIM ajlIepreHaM
HE BBISIBIICHO.

Pezyaromamor uncmpymenmanbHo2o 006cae008aHusl.
VabprpasBykoBoe uccnenoBanue (¥Y3M) muroBumHOK
JKeJe3bl: y310Boi 300; Y3 OprolrHoi noixocTu: aud-
(by3HBIN TUTTOMATO3 TIEYCHU.

ITantmeHT OBLT JOOOCIEMOBAH YHIOKPUHOIOIOM,
Ha OCHOBAaHWUM KIIMHWKO-aHAMHECTUYECKUX TaHHBIX
1 pe3yJIbTaTOB OOCIIeIOBAHMS ObIT YCTAHOBJICH TUATrHO3
MoJarpbl, 3yTUPEOUIHOIO 300a.

Takum o6pa3om, Mo pe3yjbTaTaM MPOBEIEHHOIO
00cenoBaHus He ObLTO MOJTYYEHO TaHHBIX 32 HATMYUE

y IIallME€HTA aJJIEProIIaTOJOrMK. YUUTHIBAsI OTCYTCTBUE
ceMeitHOro aHaMHe3a, HaJTuY1e SMU30/10B KparviBHULIbI
B CTOPUU 3a00JIeBaHNS, OTCYTCTBUE CHUXKEHUS YPOB-
Hsa Cl-uHruouropa u C4 KOMIIOHEHTa KOMIUIEMEHTa,
nnarHo3 HAO Ob1n1 ncKIT04€H 13 Kpyra nuddepeH-
LYaJIbHOU nuarHocTuku. Pazsutue AO ObLUIO CBSI3aHO
C HaJIWYMeM Yy MallMeHTa MaTOJOTUM XETyTOIHO-KM-
LLIEYHOTO TPaKTa U SHIOKPUHOJOTUUECKOI MaTOJOTU M.

Juaenos: «PenuauBupylole aHruooTéku. I'pbika
MUIIEBOIHOTO OTBEepCTUs AuadparMbl. XpOHUYECKUIA
racTpoayoaeHuT. JInmmoMaro3 rneyeHu U MoaxKeIya04-
Hoii xkeJse3bl. [Tomarpa».

[MTanmeHnTy OblIa peKOMeHAOBaHA KOPPEKIIMs CO-
MyTCTBYIOIIEH MaTOJ0TUM, COOMOAeHUe HecTelubpu-
YEeCKOM 1IAIIIEN TUETHI.

Hcxod. B nanbHeiilieM nalueHT B KIIMHUKY MHCTH-
TyTa UMMYHOJIOTMH He oopaiaics. B 2017 1. B Bo3pacTe
51 roga mauumeHT ymep. BeposiTHast mpuyrHa cMepTH,
CO CJIOB POJICTBEHHUKOB, — acukcus BeireacTsue AO
BEPXHUX AbIXaTeJbHBIX ITyTEH.

Knnuyeckuii coyyaii 2

bonbHag B., 1972 roma poxaeHus, poaHas cecTpa
(cubaunr) nauuenTa I11., B Bo3pacte 48 net (B 2020 T.)
oOpaTunach B KIMHUKY MHCTUTYyTa UMMYHOJOTUU
¢ >kaJiobaMu Ha yacThle peruauBupytoime AO paznud-
HOI ToKam3aunu (TopTaHu, JIWIIa, A3bIKa, PyK, HOT),
abJOMWHATbHBIE aTaKU.

Hcmopus 3aboneéarnus. C 37 net (¢ 2009 1.) 6Gecrioko-
AT nepudepudeckue oTeéku (TJI0THbIE, O0JIE3HEHHBIE,
HE COIMPOBOXAAIOTCS 3YJAOM, COXPAHSIOTCS B TeUCHUE
3 mHeit), IpUCTYIHI ocTpoii 60au B xkuBote. C caMoro
Hayaja oTMeuaeTcsl TSKEnoe TeuyeHue 3aboJieBaHus:
OYEHb YaCThie OTEKM PYK U HOT, abIOMMHAIbHBIE aTaK1
1—2 pa3a B Mecsill, OTEKM JMila U TOpTaHu 3 pa3a B Me-
csu. TpurrepamMmu AO SBISIIOTCSI 9MOLIMOHAIBHOE Ha-
NpspKeHue, MexaHudeckoe BosaeicTeue. AO MOTyT Tak-
K€ peIMAMBUPOBaTh 0e3 BUAUMOM IpuanHEL. B 2015 .
HallpaBjieHa Ha uccienoBaHue ypoBHs Cl-uHruouropa
U ero (byHKIIMOHAJIILHOM aKTMBHOCTU: 00a IoKa3aTe-
Jg B ipenenax Hopmbl. Jluarno3 HAO I/I1 tuna Obu1
nckimouéH. B 2020 r. mamueHTKa Oblla HampaBjeHa
Ha MOJIEKYJIIpHO-TeHeTUYeCKoe 00CieIOBaHNE, TT0 pe-
3yJIbTaTaM KOTOPOTO BEISIBIIEHA MTPUYMHHO-3HAYNMAst
mytanys ¢.988A>G B reHe PLG. YcTaHOBJIEH JUAarHO3
HAO 6e3 nepuiura C1-uHruouropa c Mytaiueil B reHe
PLG(HAO-PLG). C uenbto 1oarocpoyHoi npoduiax-
Tk AO nanureHTKe Obljla Ha3HaueHa TpaHeKcaMoBasi
KUCIIOTA B A03€ 2 I/CyT, Wi KyrupoBaHusa AO HazHaYeH
ukatu6aHT. [TanmeHnTka otMeTuia 3(pdekT oT uKaTu-
6anTa: AO pa3pemiarorcst B TeueHue 2—3 4. HecmoTpst
Ha Tepalliio TPAaHEKCaMOBOM KUCIOTOM, pEITUINBUPYIOT
yactele AO pa3iImyHOM jnoKanmu3anuu (Iuia, si3blKa
U ropTaHu) 3 pasa B Mecsll, aOJOMUHAaJIbHbIE aTaKu
1-2 pa3a B mecsan, gacteie AO pyku 1 Hor. Ha Mo-
MEHT OOpallleHUs] TPUHUMAET oJiMecapTaH (0J0KaTop
peuenTopoB anruoreHsuHa II). IIpenapar manueHTKa
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MPUHUMAET MOCJAEIHUI IO/, 10 3TOr0 HECKOJIBKO JIeT
MpYHMUMAJIA BajcapTaH, OTHOCSIIUICS K TOM Xe dap-
MaKOJIOTMYECKO TpyIIIe.

Cemelinbtii anamne3: y MaTepy (KIMHUYECKUI CITy-
yaii 3) u pomHoro Oparta (KIMHMYECKMU ciaydail 1)
petuauBupytone AO.

Conymcmayrowue 3a604e8anusi: TATIOTUPEO3, caxap-
HBIM nuabeT 2-ro TUIla, apTepualbHasl TMIEPTEH3US
III cTereHn, BBICOKOTO pUCKa CEPAECYHO-COCYAUCTHIX
OCJIOXKHEHUN.

Jlannvle chuzurxansbHoeo 06cre006anus: HA MOMEHT OC-
MOTpa OTEKOB HeT. TecT ist olleHKU KOHTpoJIs1 Hag AO
(Angioedema control test, AECT) 3 6aju1a, 4TO COOTBET-
CTBYET ILTIOXOMY KOHTPOJI10. TecCT 1151 OLIeHKU BIAUSHUS
AQO Ha KauecTBO XX13HM NalieHTa (Angioedema quality
of life, AE-QoL) 64%.

Auaenos: «[edexTt B cucTeMe KOMILIEMEHTA: HacIe-
CTBEHHbI aHTMOOTEK Oe3 nedpunta Cl-uHruouTopa.
D84.1 (HAO-PLG c.988A>G)».

Jleuenue. TTaurieHTKe ObLIO PEKOMEHIOBAaHO OTMeE-
HUTb OJIMECApPTaH C MOCJENYIOIIAM MTOAOOPOM APYToi
CXeMbl TUIIOTEH3UBHOM Tepanuu (0e3 NCMoJIb30BaHUS
nAII® n 6;10KaTOpPOB perenTopoB aHTnoTeH3nHa 11).
s kynmupoBaHust AO ObU1 Ha3HaYeH nkatuoaHrt. I1po-
JOJDKEH IMTPUEM TpaHEKCaMOBOM KMCJIOTHI B 103€ 2 T/CYT.

Hcxo0 u pezyavmamst nocaedyroueeo Haba00eHusl.
YXe B TeueHHe NepBOTO Mecslla Mocjae OTMEHBI OJI-
MecapTaHa MaleHTKa OTMeTH1a 3HaUuTeIbHOe YIyd-
IIeHUEe cCaMOYyBCTBUS: ToiabKo 1 AO nuia 3a Mecsi;
3a caenyouue 5 Mec HaobmoaeHuss AO Oosiblle He pe-
LIMAMBUPOBAIU.

Knunanueckuii ciyyaii 3

Bonrsnas P., 1949 roma poxmeHusi, MaTh MalieHTa
L. (puc.). B Bo3pacte 71 roga (B 2020 r.) odpaTtuiach
B KJIMHUKY MHCTUTYTa UMMYHOJIOTUH C XanobaMu
Ha peuyauBupyoimre AO pa3IUdHON JTOKAIM3alnn
(pyKu, HOTHU, JTUIIO, SI3bIK), A0MOMUHAJIbHBIE aTaKMU.

AHnamnes 3abonesanus. B moaogocTu peakue oTeé-
Kku 1y6. B 56 met (B 2005 r.) mociie mepeHeCEHHOTO
uHpapKTa OblJla Ha3HAUYeHa Tepalusi, B TOM YUCIe
TUINOTeH3UBHEBIEe TIpemnapaThl. C 3TOro BpeMeHU 4a-
ctoie AO ropTaHu, Julia, s3bIKa, abJOMUHAbHbIE
araku. AO He 3yaaT, OJeIHbIe, COXPAHSIOTCS B TeUe-
Hue 3 mHeit. Jinsg xynuposBanmsa HasHadaanch cI'KC
U aHTUTMCTaAMMHHBIE MpemnapaThl — 0e3 addekTa.
B TeueHue mociiemHUX OBYX JIET OTMEYaeTCs 3HAUM-
TeJIbHOEe YXyAlIeHWe TeYeHUsT 3a60JieBaHUS: OYeHb
yactbie nepudeprueckue AO, AO nuia 1 g3b1Ka 3 pa3a
B Mecsi, AO ropranu 2 pa3za B Mecs1l, aOJOMUHAIIb-
HBIe aTaku 3 pas3a B Mecsi. Ha MoMeHT oOpanieHus
MPpUHUMAET IMUPOKUHI CIEKTp MperapaToB, Cpeau
KOTOPBIX MHTUOUTOP aHTMOTECH3UHITPEBPAIAIOIIETro
dbepmenra (MAI®D) mu3nHOTpWA B 1o3upoBKe 10 mT/
cyT. HanmpaBineHa BpauoM MO MeCTy XUTEJIbCTBa
Ha TeHeTUYecKoe obciaeqoBaHNe, MPOBEAEH MOUCK
MYTallMU, paHee BBIIBIICHHON y ToYepy MallMeHTKU.

[auneHTbl ¢ cMMNTOMamMm
aHrMOOTEKOB

Hocutenn myTauuu
¢.988A>G B reHe PLG
B reTepO3UrOTHOM COCTOSIHUN

Puc. I'eHeanornueckoe ApeBO OMIMCHIBAEMOM CEMBH.
Fig. Genealogical tree of the described family.

B pesynbTare reHeTMUECKOTO 0OCIe0BAHUS BhISIBICHA
MPUYMHHO-3HaYnMMast myTauusi ¢.988A>G BreHe PLG.

Cemeiinblii anamue3: 'y nouepu (KIMHUYECKUN CIy-
yaii 2) 1 cblHA (KIMHUYECKUIA cirydaid 1) peuauBupy-
foive AO.

Conymcmeyouue 3a604e6anus: UilleMuvecKas
00JIe3Hb Ccepalia, COCTOSIHUE MOCJE LIYHTUPOBAHUS
U CTEHTUPOBAHUSI; TUTIEpTOHNWYECKast 00JIe3Hb, TUIIO-
TUPEO3, XOJELIMCTUT, TTAaHKPeaTUT, caXxapHblii auadet
2-T0 TUMA.

Pezyasomamet guzuxanvrHoeo obciredosanus: Ha MO-
MEHT TMOCTYIUIEHUST OTEKOB U BbIchinaHuit HeT. AECT
3 Gaja, YTO COOTBETCTBYET MJOXOMY KOHTPOJIIO
Han AO; AE-QoL 68%.

Juaenos: «[IedekT B cucTeMe KOMIUIEMEHTA: Hacle -
CTBEHHBI aHrMOOTEK 6e3 necuuura Cl-uHrudburopa.
D84.1 (HAO-PLG c.988A>G)».

Jleuenue. TlanieHTKe OBLJIO PEKOMEHIOBAHO OT-
MEHUTH JU3UHONPUJ C TOCAEeAYIOIINM MT0A00pOM
aJIbTEpHATUBHOU CXeMbl TUTIOTEH3UBHOM Teparnuu (6e3
ncnoyib3oBaHusg MAII® 1 6710KaTOpPOB PELENITOPOB
anruorensuHa II). YuuteiBas Tsxects TeueHuss HAO
(oyeHb yacThie OTEKU PYK UM HOT, ablOMUHAJIbHbIE
araku 1—2 pa3a B Mecs1l, OTEKM JIMIIa M TOpTaHu 3 pa3a
B Mecsll), NMallMeHTKe MoKa3aHa JOJTroCpoYHasi Mpo-
¢unakTHKa OTEKOB TPAaHEKCAaMOBOM KMCJIOTOI B H03€
2 r/cyt. Jns kynupoBaHust AO Ha3HAYeH MKAaTUOAHT.

Hcxo0 u pezyavmamot nocaedyroweeo Habaw00eHus..
ITaumeHTKa He Hayaja IMPUEM TpaHEKCAMOBOM KHC-
JIOTHI, TaK KakK He Obljia oOecrieuyeHa npenapaTomM
10 MECTY XKUTeJbCTBA. TeM He MeHee Ha (hOHEe OTMEHbI
JIM3UHOIIPUJIA OTMEYAETCS 3HAYUTEIbHOE YMEHBIIEHUE
yactoTel AO. Uepes 6 Mec mocjie OTMEHbBI TU3HMHOIIPUIIA
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AO pernauBHUpPYIOT 1 pa3 B MeCSI] U KYITMPYIOTCS MKa-
THOAHTOM B TeyeHue 2—3 4.

Knunnveckuii ciayyaii 4

[ManmenTtka b., 23 roga, pomHast 1049b HallMEeHT-
ku B. (xnmuHuueckuii cayvaii 2), B 2020 r. o6paTuiach
B KJIMHUKY MHCTUTYTa UMMYHOJIOTUM BMECTE C MaMOM
n 6a0ymkoi. 2Kaiaob He peabsIBIIsIET.

Anamues 3abonesanus. AO U IIPUCTYIIOB 00JICH B XK1 -
BOTE HUKOTIA B XU3HU He 0bu10. B 2020 r. manuneHTKe
ObLIO MTPOBEJEHO MOJIEKYISIPHO-TeHEeTUYeCcKoe obcie-
JIOBaHUeE, BBISIBJIeHA MPUUUHHO-3HAYUMAasT MyTallusI
c.988A>G B reHe PLG B reTepo3UroTHOM COCTOSIHUH,
paHee BbISIBIEHHAs Y MaTepu 1 0aOYIIKM MallieHTKH.

Cemeiinblil anamue3: y MaTepu, 0aOyIIKu, Osaau
10 MaTepUHCKOM TMHUY peruanBupyomue AO.

Jannvie gusukarvHoeo o6credoéanus: Ha MOMEHT
ocmoTpa AO HeT.

HMuaenos: «JledpexT B cucTeMe KOMIIJIEMEHTA:
HacJeICTBEeHHBIM aHTHUOOTEK 0e3 medpunura Cl-
uHIruouTopa, noknumHudeckas cragus D84.1 (HAO-
PLG c.988A>G)».

Jleuenue. YAuThIBasi OTCYTCTBUE MPOSIBICHUN 3a00-
JIeBaHUs, Tepanus 1151 mpodunakTuku AO mauueHTKe
He Ha3zHaueHa. s kynupoBaHusi AO ObU1 Ha3HaYeH
nkatuoanT. [lanmeHTKe 3amperieHo UCIob30BaHue
nAII®, 6;10KaTOPOB pellenTOpoB aHTHOTeH3MHa I,
ACTPOTreHCOAePKAIIUX TTPENapaToB.

Pezyasmamut nocaedyrowjeco Habaoderus: 3a ocye-
oyrolue 6 Mec HaOMogeHUsa 3a00jIeBaHUe HEe MaHU-
¢ectuponaio.

Oo0cyxkaenue

K pazsutuio HAO-PLG npuBogut MucceHc-MyTa-
1us c.988A>G BreHe PLG (ayTOCOMHO-TOMUHAHTHBI
TUIT HAcJIEOBaHUS), B pe3yJIbTaTe KOTOPOU Mpouc-
XOIUT aMUHOKHUCIOTHASI 3aMeHa B CTPYKType Oelika
niaa3muHoreHa [9]. HecMoTps Ha TO, 4TO TOYHBINA
natorene3 HAO-PLG Heu3sBecTeH, IIpenmosaraercs,
YyTO, KaK 1 pu apyrux chopmax HAO, kitoueBbIM Meu -
aToOpOM SIBJIsIETCSl OpaTuKMHUH. OCHOBAHUEM JIJISI 3TOTO
SIBJISIETCST CXOXKECTh KIMHNWYECKOU KapTuHsI [10].

OCHOBHBIM KJIMHUYECKMM IIPOSIBIIEHUEM JIIOOBIX
(dopm HAO ssnsttores peuuausupyoiuve AO pasnuy-
HO TOKaJTU3alliy, He YyBCTBUTEIbHBIC K HA3HAYEHUIO
aHTUTHCTaMMHHEBIX ripermapaToB u cI'’KC [6]. g HAO-
PLG naubonee xapakrepHoii Jokaau3auuein AO siBiIsi-
I0TCSI JTULIO, SI3BIK, 11Ies] U BEPXHUE IbIXaTeJIbHbIC MTYTH,
npu 3ToM nepudepudeckue AO 1 abgoMUHANIbHBIE
aTaKy OTMEYAIOTCS TOIBKO Y HEOOIBIIOTO KOJTMIeCTBA
nauueHToB. K apyrum xapakTepHbIM OCOOEHHOCTSIM
HAO-PLG otHocuTcdg 1mpeobiagaHue MalydeHTOB
JKEHCKOTO I10J1a, a TaKXKe MO3IHUI 1e010T 3a00JieBaHUS
[8]. ITonTBepxAeHWE AMAarHO3a HA CETOAHSIIHUIA 1€Hb
BO3MOXKHO TOJIBKO C TIOMOIIIBIO MOJIEKYJIIPHO-TeHETH -
YeCKOTO 00CIeIOBaHMS; CIeIN(PIIeCKIE OMOXIMITIE-
CKMe MapKephbl 3a001eBaHMsI OTCYTCTBYIOT [ 11].

O1mmbxa IMocTaHOBKM AyarHo3a rmpodanmy B 2005 1.
ObL1a 00yCJIOBJI€HA HECKOJbKUMU (hakTopamu. Bo-
MepBbIX, B aHAMHE3€ y MallMeHTa ObIJI0 HECKOJIbKO
SMU30[I0B OCTPON KPaNMUBHUIIBI, UTO HE CUMTAETCS
xapakTepHbIM 1J1s1 AO, BBI3BaHHBIX OpaguKUHNUHOM
[3] (HO 1 He sABAsIETCS TTOBOAOM MCKJIIOUATh AUArHO3
M3 CcIieKTpa nuddepeHInalbHO! TMarHOCTUKK). Bo-
BTOPBIX, HA MOMEHT MaHHuGecTallu 3a00IeBaHUS
¥ Ha MOMEHT TOCTYIMJIEeHUSI TTOJ0OHBIX CUMIITOMOB
He Ha0J1101a10Ch 60JIbIIIE HU Y KOTO U3 POJICTBEHHUKOB
marrenTa I11., T.e. OTCYyTCTBOBAJI CEMEMHBII aHaMHe3
3a0oJieBaHusI. B-TpeThuUX, IMMOJHOCTHIO OTCYTCTBOBAJIa
BO3MOXHOCTb KaKOTO-JTM0O0 IMTOATBEPKICHMS TUarHO3a
(MyTanus 6bl1a onucaHa Tojbko B 2018 1.). boinee
TOTO, y MalueHTa Obl1 OOHapyXKeH LieJblid CIEeKTP
COITYTCTBYIOIIUX 3a00JIeBAaHUI, CIMTAIOIIMXCS TIPeI-
pacnoyiaralolliMMu K pa3BUTHUIO XPOHUUECKOM KparnuB-
HUIIBI C aAHTMOOTEKAMMU, BKJTIOYAIOIIN I 9HAOKPUHHYIO
MaTOJIOTUIO (3YTUPEOUAHBIN 300), mogarpy, IaTojio-
TUIO XeJTyTOYHO-KHUILIEeYHOro TpakTa (XpoHUYeCKUi
racTpur).

Tem He MeHee TTogBieHre B 2006 T. peIUIUBUAPYIO-
LIMX AHTUOOTEKOB Y MaTepu MalMeHTa (KIMHUIEeCKUI
ciyyvait 3) B 2009 r. y cecTpbl nauueHTa (KIMHUYECKU I
cltydait 2), a Takke oTCyTcTBUE 3 deKTa OT BBEICHUSI
c¢I'KC nnst kynupoBanust AO, 6€3yCIOBHO, MOTJIU TTPU-
BECTU K BepHOMY nuarHosy. B 2012 r. B peKoMeHIamsx
BcemupHoii ajieprosornyeckoi opraHu3alyu ObLI1o
cOpMyJIMPOBAHO, YTO JIJIs IOCTaHOBKM nuarHoza HAO
II1 Tuna (Teneps 3Ta popma HaswiBaeTcsa HAO 6e3 ne-
¢unura Cl1-uHruouTOpa) y NAalMEHTOB C HOPMAJIbHBIM
ypoBHeM C1-MHIMOUTOpA TOCTATOYHO HATTMYMS CeMeit-
Horo aHamHe3a AO [6]. CBoeBpeMeHHast IIOCTaHOBKA
JarHO3a MOTJIa CIacTU XXU3Hb MallMeHTy.

Cectpe npobanaa (nauueHtke B.) B 2015 r. mpo-
BeleHO ucciaegoBaHue ypoBHs Cl-mHruburopa u ero
(GyHKUMOHANBHOM aKTUBHOCTU. O0a rmokazaTeJisi ObLIr
B rpeaenaax HopMbl, nuario3 HAO He ObL1 ycTaHOBJIECH
BIUTIOTH ITO TIPOBEIEHUST MOJIEKYJISIPHO-TEHETHIECKOTO
obcnenoBaHus B 2020 r., 1axke HECMOTPSI HA HATUYUe
YETKOTO CEMEHOro aHaMHe3a Y IBYX WICHOB CEMbH.
Takum 06pa3oM, 3amepkKa B IIOCTAHOBKE AMarHO3a
y nmauueHTku B. coctaBuna 11 net, ay nauueHTKH P. —
14 net. Bce 3T robl MAalMEHTKU CTPAAaIM OT YACThIX
peuuauBupytomux AO, KoTopbie B 00JIbIlIeH CTereH!
ObLIM CITPOBOLIMPOBAHBI MPUEMOM TUIOTEH3UBHOM
teparu. Ilociae ormeHsl npenaparoB Teuenue HAO
y 00euX MalueHTOK CTaOUIU3UPOBAIOCH.

OueHb BaxKHO, UTO OBLIO ITPOBEAESHO MOJICKYISIPHO-
reHeTU4IecKoe obcienoBane nanneHTku b., mouepu
nmauueHTKY B., y KoTopoii Takke Obljia BbISIBJIeHA ITPU-
YUHHO-3HaYMMas MyTaius B rede PLG. ITaneHTKe ObLT
ycranoBiieH nuario3 HAO-PLG Ha gokiIMHMYECKOM
CcTaniuu, OHa TMOJlyuusaa peKOMEHIAUNN U UCUYEPIIbl-
BaloIyl0 MH(pOpMaLIMIO O CBOEM 3a00JIeBAHUM U TIO-
TEHIIMAJTBHBIX PUCKaX (B TOM YHCJIE O 3aIlpeIIEHHBIX
npernaparax). bojiee Toro, nalueHTKa A0JKHA OBITh
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obOecrieueHa Tpemnaparamu st KynupoBaHust AO, Tak
KaK MOMEHT cTapTa 3a00JieBaHUS HEMpeacKa3yeM.

B npoiecce HanmucaHusl CTaTbU BBISCHUJIOCH,
YyTO y TIpobaHaa ecTb 104Yb, KOTOpasl He ObLia oOcIe-
noBaHa. HecMoTpst Ha OTCYTCTBHME KIIMHUYECKUX TIPO-
SIBJIEHUI 3a00JIeBaHMSsI, OOCIeIOBaHUE NTOUYEPU TaKXKe
JIOJDKHO OBITh TPOBEACHO.

3akinoueHmne

Huist HAO 6e3 nepuumra Cl-uHruburopa cemeii-
HBII aHAMHE3 HePEeOKO ABISIETCS eIMHCTBEHHBIM
KpUTEpPUEM, MOATBEPXKIAOINM AuarHo3. UMeHHO
MO3TOMY TIHIATEJbHBINA COOP CEMEMHOTOo aHaMHe3a
P KaXXIOM BU3UTE MAlIMEHTa C pelIUINBUPYIOIIIMU
AHTMOOTEKAMM MPUHIUIIMAILHO BaxeH. [TomoOHbI
MOIXO/ ITO3BOJIWII ObI N30€KAaTh IJIMTEJIbHOM 3a1eP>KKU
MOCTAHOBKHM JUAaTHO3a Yy WIEHOB CEMbBU 1, BO3MOXHO,
CcMepTH IIpobaHa.
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