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KnuHu4yeckni cny4yam ocTpomn nepemexatowen nopdpvpum

M.B. CemeHosa ', T. H. AnekcaHdposa "2, C.H. NapgheHosa ?, B.H. SdpuxuHckas ', U.U. MynuHa 2
T ®FAOY BO «CeBepo-BocTouHbIN thedeparnbHblii yHuBepcuTeT M. M.K. AMMocoBsax, yn. Kynakosckoro, 36, r. AkyTtck, 677000, Poccus
2TAY PC(5) PC(A) «PecnybnukaHckas 6onbHuLa Ne1-HaunoHanbHbli LeHTp MeauumnHbl umenn M.E. Hukonaesay,
Ceprensixckoe w., 4, . AkyTck, 677010, Poccus

AnHoTaums. OcTpas nepemexatowiasca nopdupus (OlNM) — pegkoe HacneacTBeHHoe 3aboneBaHye ¢ ayTOCOMHO-AOMUHAHTHBIM TUMOM Ha-
crnefoBaHus, CBs3aHHOe ¢ AeduunToM hepmMeHTa rmapokcuMeTunbunaH-cuHTasel Bcneacteme mytaumn reHa HMBS. BonesHb maHudecTupyet
NPEVMYLLECTBEHHO Y XEHLUMH PenpoayKTUBHOIO BO3pacTa Moj BO3AEVICTBMEM NPOBOLMPYHOLMX (PaKTOPOB M XapaKkTepuayeTcs NonmMopdHON
HenpoBMCLiepanbHON CMMMTOMAaTUKOW, YTO 3aTPYAHSET CBOEBPEMEHHYIO ANArHOCTUKY. B cTaTbe npeacTaBneH KNMHNYECKWIA Criydan naumneHTkm 27
neT ¢ THKENon, ocrnoxHéHHon artakon OIl1, conpoBoxaasLuecs abgoMuHanbHbIM, HEBPOMOrMYECKUM CMHOAPOMaMK, CyaoporaMun u passutmemM
obpatumon sHuedanonatumn (PRES-cuHgpom). [inarHo3 BepudnumpoBaH ¢ NOMOLLbIO Ka4eCTBEHHOIO onpeaenexHns nopgpobunuHoreHa B Moye.
MoayepkmBaeTcs BaXXHOCTb KMMHUYECKOW HAaCTOPOXEHHOCTU BpaYel pasnnyHbix cneunansHocTen B oTHowweHun OII npy HeobbsacHumon abao-
MUWHanbHOWN, HEBPOMOrMYECKON NNK NCUXmaTpudeckon cumntomatuke. CBOeBpeEMEHHOE Ha3Ha4YeHne NnaTtoreHeTM4Yeckon Tepanuu npenapaTom re-
MuHa (HopmocaHr) B codeTaHny ¢ UHAQY3Nen rmoKo3bl U YCTPaHEHNEM TPUITEPHbIX (PaKTOPOB ABMSETCS OCHOBOW YCMELLHOTO KynMpOBaHUS OCTPOW
aTaku 1 NpefoTBPALLEHNS YIPOXKAOLLMX XKU3HWN OCIIOKHEHWIA.

KnioyeBble cnoBa: octpas nepemexatoLiasics nopdvpus, nopdobunuHored, HMBS-reH, reMmyH, agnarHocTvka

Abstract. Acute Intermittent Porphyria (AIP) is a rare hereditary disease with an autosomal dominant inheritance pattern, associated with a
deficiency of the enzyme hydroxymethylbilane synthase due to mutations in the HMBS gene. The disease manifests predominantly in women
of reproductive age under the influence of precipitating factors and is characterized by polymorphic neurovisceral symptoms, which complicates
timely diagnosis. The article presents a clinical case of a 27-year-old female patient with a severe, complicated AIP attack, accompanied by ab-
dominal and neurological syndromes, seizures, and the development of reversible encephalopathy (PRES syndrome). The diagnosis was verified
by qualitative determination of porphobilinogen in urine. The importance of clinical vigilance among physicians of various specialties regarding AIP
in cases of unexplained abdominal, neurological, or psychiatric symptoms is emphasized. The timely administration of pathogenetic therapy with
hemin preparation (Normosang) in combination with glucose infusion and the elimination of triggering factors is fundamental for the successful
management of an acute attack and the prevention of life-threatening complications.

Keywords: acute intermittent porphyria, porphobilinogen, HMBS gene, hemin, diagnosis
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. AKYTCKU MEONLIMHCKNW KYPHAT

BBepeHune. Octpble nopdupun —
rpynna HacneacTBEHHbIX  MeTabonu-
yeckux 3aboneBaHWi, MNpu  KOTOPbIX

NaTEeHTHbIA FeHeTU4ecKnn nedekt npu
BO3ENCTBUM  MPOBOLMPYHOLWMX  (Nop-
bMPUHOreHHbIX) (haKTOpPOB MNPOSABMSET-
CA  M3ObITOYHLIM HAKOMMeHVeM B neye-
H/ NpealecTBEHHNKOB MNOPGUPUHOB,
amuHoneBynvHoBon  kucroTbl (AJK) n
nopcobunuHorena (MBIN), obnagatoLmx
BbIP@XXEHHBIMU HENPOTOKCUYECKUMU 3dD-
dekTamMm ©n onocpeaylLlmx passButue
OCTpOro npucTtyna 3aboneBaHusi C LIK-
POKMM CMEKTPOM HeWpoBMCLEepanbHbIX
cumntomoB. [lopdvpun  amarHocTupy-
I0TCA Yy MauueHTOB HE3aBWCMMO OT MX
reorpacpmMyeckoro MpoucxoxaeHus, a
obLlasa pacnpocTpaHeHHOCTb COCTaBns-
eT B cpegHem ot 0,5 o 12 cnyyaeB Ha
100 000 HaceneHus [1]. Mpu atom Gec-
CMMMNTOMHOE HOCUTENbCTBO MAaTOrE€HHbIX
reHeTM4eckux BapuaHTOB HabniogaeTcs
3HAYUTEMbHO Yalle W OLeHMBaeTcs B
npegenax 1 cnyyaes Ha 2000 yen., oT-
HOCUTENbHO Yalle HOCUTENbCTBO reHa
perucTpmpyeTcs y nui, CKaHAUHaBCKOTO U
aHrrnocakckoro npoucxoxaeHus, B Lse-
unmm — o 1 Ha 1000 («wBeackasa nopdu-
pusa») ns-3a acdekra ocHoBaTens [2—4].
Bornee 80% cnyyaeB ocTpoi nopcupum
AvarHoctupyetcs y xeHwuH 20-45 ner,
4TO OOBbSICHSAETCS BeadyLllel pornblo Ko-
nebaHunii ropmoHanbHOro doHa (MeH-
CTpyarnbHbI LMKN, 6epeMeHHOCTb) B Ka-
YeCTBE 3JHAOIEHHOrO MPOBOLIMPYIOLLErO
dakTopa [1]. Cpean Bcex hopm OCTpbIX
nopcupuii Hanbonee pacnpocTpaHeH-
HOWN SABMSIETCA OCTpas nepemMexaroLias-
ca nopdpupusa (OrM), Ha gonto KoTopoWn
npuxoamtcs 6onee 85% crnyyaes [1, 4].

OcTtpas nepemexatowasaca nopgwu-
pus NpeacTaBnsieT cobon HacneacTBEH-
Hoe 3aboneBaHue C ayTOCOMHO-AO-
MUHaHTHbIM TUMOM HacneaoBaHusi, B
OCHOBE KOTOPOro nexaTt MyTauuu reHa
HMBS (rmpgpokcumeTunbunaH-cuHTasbl),
N3BECTHOrO TaK Xe, KaK reH fie3aM1Hasbl
nopcobunuHorena (PBGD) n nokanuso-
BaHHoro B nokyce 11923.3 [5].

Hu3kas cneumdmnyHOCTb cMMNTOMaTK-
ku O Ha paHHen cTagun npegcTaens-
€T COOOM KIM4YEeBYl ANArHOCTUYECKYHO
npobnemy. B otnuune ot BapueratHom
noppmpmn MM nNo3gHem KOXHOW nop-
hrpun, MELLNX XapakTepPHbIE KOXHbIE
CMMNTOMbI (TakMe kak oToceHcnbu-
nuM3auus, rMnepnurMeHTauus wnu -
neptpuxo3), OMNIM ge6GroTnpyet obwmmMmn
HelpoBucLEepanbHbIMA  HapyLUEHUAMU.
OTcyTCTBME BUMAUMBIX W YHUKaNbHbIX
MapkepoB 3abonesaHusi obycnaenveaet
3HaYUTEmNbHbIE CIMOXHOCTUM B €ro Bepu-
duvkaumm. CRnoXHOCTb CBOEBPEMEHHOW
OvarHocTukn nopcupum TpebyeTt oT Bpa-
Yyel MOBLILEHHOW HaCTOPOXEHHOCTU B

OTHOLLEHMWN 3TOW NaTonoruv npu Bede-
HMM NaLMEHTOB C CO CIOXHOW 1 Hecnew-
ncpunyeckon cumntomatukon [4]. Knac-
cunyeckast knuHudeckas kaptuHa OIN
BKIMHOYAET COYETAHMNE TAKUX CUMMTOMOB:
1) MIHTEHCKBHbI GONEeBOW CMHAPOM, Npe-
MMYLLIECTBEHHO B XXMBOTE, KOTOPBIA cna-
00 KynupyeTcsa CcTaHOAPTHLIMU aHanbre-
TMKamu; 2) BeretatmBHas AUCHYHKUNS C
npu3HakamMy MOBbILLIEHHOW aKTUBHOCTHU
CMMMNAaTUYECKON HEPBHOW cUCTEMbI (Ta-
XUKapaus, runepTeHsusi, NoTnBocTb) 4
3) HeWponcuxmaTpuyeckme HapyLllieHus
OT TPEBOrM U BECCOHHNWLbI 0 TAXKENoro
aenvpus ¢ rannioyuHaumamm n 6peaom;
4) nonvHerponaTu4ecknin CUHAPOM C BO-
BreyeHnemMm, B HekypabenbHbIX Habnoae-
HUsX, YepenHbix Hepsos (VII, IX, X, XII) n
npuBOAsLLME K Nnapanuyy.

KnuHnyeckass maHudpectaumns 3abo-
NeBaHusi MPOUCXOQNT HE y BCEX HOCUTe-
nen n tpebyeT BO3OENCTBUA Tak Ha3bl-
BaeMbIX MOP(UPUHOrEHHbIX (HaKTOPOB.
VIMu MoryT GbITb NekapCcTBEHHbIE Npena-
patbl (6apbutypathbl, cynbdaHunammas,
3CTPOreHsl, NpPOTMBO3NUNENTUYECKNE
cpencTtsa), anvMMEeHTapHble HapyLleHus
(HU3KOKanopwiHble AWEeTbl, ANUTEenbHOe
rornogaHue, ankoronb), FOPMOHanbHbIe
konebaHus (MeHcTpyauusi, Gepemer-
HOCTb, 3amMecTuTeNnbHasi ropMoHarbHas
Tepanus), CTPeccoBble BO3AENCTBUS,
3K30reHHble U cpefoBble hakTopbl (MH-
TEPKYPPEHTHbIE UH(EKLNU, XMMUYECKME
TOKCWHbI, KypeHue, 4Ype3mepHasi WHCO-
naums) [6]. OTcyTcTBME CBOEBPEMEHHOM
Tepanuu npu Txenbix npuctynax OIM
COMPSXKEHO C BbICOKOW IeTanbHOCTbHO
(8o 30%) [7], uTO OBYCNOBMNEHO BLICOKAM
PUCKOM MpPOrpeccupoBaHnsi HEBPOIOru-
yeckoro gedvuuTa BNMOTb A0 ToTalb-
HOro napanuya u oCTPoW AbIXaTenbHOn
HegocTaTo4dHOCTH [8].

Lenb paboTbl: onucatb KINMHUYECKUIA
cnyyan pa3sutua OMIM y monogon xeH-
LUMHBI.

KnuHuyeckoe HabnrwopgeHue. Mauu-
eHTka C. 27 neT, 12.10.2024 nosiBUNuchb
*anobbl Ha 60onu B XMBOTE, POACTBEH-
HWKW 3aMETUINN NPUMECH KPOBU B MOYE.
B TeueHue nocrnepywwmnx TPEX OHEWN
COCTOSIHME MPOrPEeCcCUMBHO YXYALIANOCh:
npucoeanHunuck cybdebpunbHaa nu-
xopagka (oo 37°C), amapes, pBoTa,
ycununcst  abgomuHanbHbIi - GoneBon
cnHopoMm. locnutanuaupoBaHa B Xu-
pypruyeckoe OTAeneHue LeHTpanbHom
panoHHOW BOMNBbHULBI MO MECTY XUTemb-
CTBa C NOAO3PEHUEM Ha OCTPbIN XMBOT.
JlabopaTopHoe obcnepoBaHve npu no-
CTYNSIEHWMN BbISIBUNO YMEPEHHOE MOBbI-
lWeHne  acnapTatamuvHoTpaHcdepasbl
(AcAT) po 55 En/n (0-37 Eg/n), amuna-
3bl kpoBu go 198 Ep/n (28-100 Ea/n).
[pun3HakoB OCTpON Xupypruyeckon na-

TONOrMN He BbISIBNEHO. Ha ocHoBaHuu
KIMMHUKO-NabopaTopHbIX AaHHbIX  Obin
BbICT@BMNEH OUarHO3 XPOHWUYECKWUA MaH-
KpeaTuT B (pase 060CTpeHust, HasHavyeHa
KOHCepBaTMBHas Tepanud. B cBs3u ¢ oT-
cyTcTBMeM adhdpekTa OT cnasmonuTuye-
ckoi, obesbonueatoLLen Tepanum ycune-
Huem 6GoneBoro cMHapoma nepesefeHa
Ha neyeHve B LEHTP 3KCTPEHHON Meau-
LIMHCKOW nomoLuu r. AkyTcka. Npu nocty-
nneHnn B CTauuoHap y naumeHTKn Bnep-
Bble pa3BWICs reHepanu3oBaHHbIN Cyao-
POXHbIA CUHOPOM, SKCTPEHHO rocnmuta-
nM3nMpoBaHa B OTAENEHWE peaHumaumm
n nHteHcmBHon Tepanuu (OAPUT). MNpwn
noctynnenHnn B OAPUT oTmevanoch
HapyleHne YHKLMN MOYEeK CO CHUXe-
Huem CK® ngo 43,4 mn/Mun/1,73 M2, no-
BbllweHne TpaHcammnHasz ACT 64 Ega/n
(0-31 En/n); ANT 94 Epn/n (0-34 Ep/n),
NOBbILUEHNE aAKTMBHOCTU amunasbl B
kpoBu 247,9 Epn/n (28-100 Eg/n). B 06-
LeM aHanuMse MOYU: MO4va TEeMHO-XKer-
Toro uBeTa, MyTHas. Y3/ OBI BeisBuno
AndysHble M3MEHEHUA NOMAXenyao4-
HoWn >xenesbl. Ha MPT ronoBHoro mosra
oT 24.10.2024 obHapyXeH Ba3OreHHbIn
oTek NobHo-TeMeHHoNn obrnacTu cnpasa,
B NoOHO-3aTbINIoyHON obrnacTu cneea.
Bbinun BbisBneHbl npuadHakn PRES cuh-
ApomMa (CMHApPOM 3agHel obpaTMON 3H-
uecanonatum). 29.10.2024 passunacb
ocTpasi ablxaTefnbHasi He4OCTaTOYHOCTb
TSXKEMOW CTEMNEHM, YTO SIBUMOCL MOKa-
3aHMEeM AN 3KCTPEHHOro nepesoa Ha
WCKYCCTBEHHYK BEHTUMALMIO  TETKUX.
lMpoBedeHbl guarHOCTUYEeCKUe Mepo-
npuaTUsA, No pesynbrataM KOTOpbIX UC-
KntoyeHbl AeblT caxapHoro avabera,
OTpaBrieHne HeN3BECTHbIM BELLECTBOM U
cencuc. 12.11.2024 Bsnepsble NpoBeaEH
KauyeCTBEHHbIN aHanmM3 mMo4yn Ha nopdo-
OMNUHOreH, nokasaBLUMI pPes3Ko Moro-
XWUTEMbHBbIA pesynbrar. Ha ocHoBaHuu
nabopaTopHON M KIMHNYECKON KapTUHBbI
ObIn ycTaHoBneH gnarHos: OcTpas nepe-
mMexatowasca nopdupusa. 18.11.2024 B
TSDKENOM COCTOSIHUM C TeTpanapesom,
coxpaHswowencsa WBJl-3aBucumon Abl-
XaTenbHON HeOoCTaTOYHOCTBLI — Mepe-
BeJeHa B OTAereHve remartonoruu, rae
HauyaTa natoreHeTu4veckas Tepanusa 10%
pacTBOpPOM AEKCTPO3bl, FEMUHOM B [103€
3 mr/kr 1 pa3 B cyT B TeueHue 4 gHen
N KypcoM peabunutauun. FleMuH — 3aTo
npenapart Npou3BOAHOrO rema, KoTopblii
no MexaHu3my oTpuuaTenbHou obpar-
HOW cBSA3M nopaensieT akTuBHocTb AJIK-
CMHTa3bl, KIKOYEBOro hepMeHTa B CUH-
Te3e NopUPMHOB, YTO NPUBOAUT K CHU-
XKEHUIO 3KCKpeLmmn nopdobunuHoreHa u
AJIK [9-11]. Ha doHe gaHHOro neverus
Obina oTMeveHa nonoxutenebHas AuHa-
MMKa: MOCTEeNeHHOe BOCCTAHOBIEHUE
ABUraTenbHbIX YHKUUA U CMIOHTaHHOIo



AbixaHus. Mo 3aBeplueHnn Kypca remu-
HOM MONyYeH OTpULaTENbHbIN pedynsraT
Ka4yeCTBEHHOro TecTta MO4YM Ha nopdo-
OMNUHOreH M naumeHTKa BbiNMcaHa Ha
ambynaTtopHoe HabntoaeHve.

B HacTosillee Bpemsi nauMeHTKa Ha-
XOAWTCA Noj AHaMuMyeckuM ambynartop-
HbIM HabnoaeHeM.

O6cyxpaeHue. Mpobnema guarHocTu-
kn Ol 3aknoyaetcs B Hecneumduny-
HOCTM 3TWX CUMMTOMOB, U3-3a Yero 3a-
OoneBaHue HasbIBAOT «BENINKUM UMU-
TaTopom» [12, 13], Hanbonee 4yacTbiM
npeaBapuTenbHBIM ANAarHO30M SABMSETCA
OCTpbIf naHkpeatuT [12, 14, 15]. Y onu-
CaHHOWM MaumeHTkn Habmogancs knac-
cnyecknnn gebiot ONM1, koTopbIn Havan-
cs  C ocTpblx Gonel B xuBoTe. bonee
yeMm y 80% naumeHTOB NepBon xanobon
aBnsieTcss 6onb B XXMBOTE, KOTOpas Ho-
CUT NepemMexarLnncs cnacTU4eckum
xapaktep [16, 17]. MNpu rocnutanusauumu
B CTauuoHap B JaHHOM criydae Ha Y3U
BbISIBMEHbI anddysHble  M3MeHeHus
NapeHxMMbl  MOMXKENYLOYHON  Kenesbl,
1 MOBbILEHNE AKTMBHOCTM amMurasbl B
KPOBM, KOTOPbIE MHTEPMNPETMPOBAHbI Kak
NPOSIBNIEHNS XPOHWUYECKOro MaHKpeaTu-
Ta. OgHako nuTepaTypHble AaHHble CBU-
OETENbCTBYIOT O TOM, YTO y NMaUNEHTOB C
OllN TakMe n3aMeHeHnss MOryT SIBMATbLCH
CcneacTBMEM TMNOKCUN Y ULLEMUK OpraHa,
pa3BMBalOLLMXCA Ha (POHe BeretaTMBHOWM
AancdhyHkummM 1 Basocnasma [1]. Xapak-
TepHoe ansa OlMM notemMHeHne moun (4o
po3oBoro unu 6yporo upeta) HabngaeT-
Cs1 He Bcerga, No3TOMY AaHHbIA CUMMITOM
4yacTo ocTaétcs 6e3 BHMMaHWS.

PasButne cuHgpoma 3agHen obpa-
Tumow aHuedanonatun (PRES) y naum-
E€HTKM cneagyeT paccMaTpmBaTth Kak O4HO
N3 TSHKEMbIX HEBPOSIOrMYECKNX OCMOXKHE-
Hu. PRES — KnuHWKO-peHTreHonormye-
CKUA CUHOPOM, MPOSIBMSIETCA FONOBHOMN
6onbto, cygoporamu, 3puUTernbHbIMK Ha-
PYLUEHNAMU UNW NCUXMYECKON ANCHYHK-
uMern 1M accouumpoBaH C OBYCTOPOHHM-
MU M3MEHEHVMSIMM B 3agHuUX oThenax
rofloBHOro moasra [7]. BaxHo OTMETUTH,
yto PRES He sABnsieTcs naTtorHOMOHWY-
HbIM OCMOXHEHWEM UCKIMIUYUTENBHO AN
OrM. [daHHbIi CMHOPOM Takke BCTpe-
YaeTca npu LUMPOKOM CMEKTpe OpYyrnx
NaTonornyecknux COCTOSIHWIA, BKMYas
ayTOMMMYHHbIE U CeNnTUYecKne npoLec-
Chl, aKnamncuio, 3abonesaHusi nodek, a
Takke Ha ooHe npmema HeKoTopbIX npe-
napaTtoB ¥ Mpu TSXENon apTepuansHon
rmnepteH3un [18]. Tem He MeHee ero
3HauumocTb B koHTekcTe Ol nopyep-
KMBaeTca pesyrnbratamu MCCrneaoBaHWUiA.
B vactHocTh, B 2018 1. X. Zheng n konne-
MM Ha OCHOBE aHamnm3a 22 KIMHUYECKUX
crnyyaeB NpeasoXunu BKIMKYUTb Cya0po-
rm n PRES B nepeyeHb AnarHocTn4ecknx

kputepmer OrI [19]. Okono 1/3 nauwu-
€HTOB MOrMbatoT OT OCIIOKHEHWI OCTPbIX
aTtak, NPeuMmyLLecTBEHHO OT napanuya
AblxaTenbHon MyckynaTypsl [10].

PaHHee Hayano Tepanum reMmMHOM
nossongeT kynuposaTb artaky Ol wu
npegynpeanTs pasBUTUE  OCIOXHEHWUM
[1, 10]. CornacHO KIMHWYECKUM pPEKO-
MeHgaumam [1] reMnH nokasaH npu Ts-
Xénbix aTakax. Ero paHHee npumeHeHne
Nno3BoMnsieT COKpaTUTb  ANUTENbHOCTb
aTaku, CHM3MTb NoTpebHOCTb B aHanb-
reTvkax, NpegoTBpaTUTL MOBPEXAEHUe
HepBHOM cucTeMbl. 3afepxka C Hava-
noM cneumnduryeckon Tepanun, conps-
)KeHa C pMCKOM NpOrpeccupoBaHns Hen-
ponatum [10]. KpaiiHe BaxHbIM acnek-
Tom BeaeHusi naumenToB ¢ Ol asns-
eTCca CTPOrMn KOHTpomnb hapmakoTepa-
nun. C uenblo npegynpexaeHns arak
3aboneBaHns HeoGXOAMMO WCKIYUTb
HasHayeHne noTeHuManbHbIX nopdupu-
HOTeHHbIX NpenapaToB, CMNCOK KOTOPbIX
npeacTaBiieH B peecTpe NeKapCTBEHHbIX
npenapaToB 6e30MacHbIX 1 ONacHbIX ANs
naumneHToB c nopdupuen, a Takke nsbe-
raTb BO3OEWCTBUS APYrMX 3SK30rEHHbIX
NpoBOLMPYIOLLMX (HaKTOPOB (ankoronb,
KypeHue) [20].

3akntoueHue. OcTpasd nepemexaro-
wasca nopdupus npegcrasnset cobou
Kraccuyeckumn npumep opcaHHoro 3abo-
1nieBaHns C BbICOKUM PUCKOM AMarHoCTu-
Yeckux owmnbok M3-3a KpaviHe Hecnew-
NPUYHOM M NONNMOPIHON KIMHUYECKOMN
KapTuHbI, KOTOpas 4acTo WUMUTUPYeT
Apyrme pacnpocTpaHéHHble NaTonoruu.
CBoeBpeMeHHasa AnarHoCTuKa Mo3Boms-
€T He TOMbKO MPEeAOTBPaTUTL NeTanbHbIN
ncxod, HO U COXpaHUTb KayecTBO XXU3HU
naumneHTa, MUHUMU3NPOBAB PUCK TAXE-
oW MHBaNuau3auunu.
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KnuHu4yecknmn cny4yam npokamHaMua-MHAYyLUMpOBaHHOIo natrepHa bpyraga 1 tTuna

A.U. Bopucos ', B.A. ozones ', K.A. Aumocosa 2, C.P. Jlyzosckas ', C.B. HoeosuybiHa '?
T ®rAQY BO «CeBepo-BocTouHbin dheaepanbHbiv yHuBepeuteT nmenn M.K. AmmocoBay, yn. OwyHckoro, A. 27, T. AkyTck, 677000, Poccus
2TAY PC(A) «PecnybnukaHckast 6onbHmua Ne1 — HauuoHanbHbIn LeHTp meauumHbl um. M. E. Hukonaesay,
Ceprensixckoe wW., a. 4, r. Axkytck, 677010, Poccus

AnHoTaumsa. CvHapom Bpyraga — HacneacTBEHHAs KaHanonatusi C BbICOKMM PUCKOM Pas3BUTUS XXU3HEYTPOXaKOLLMNX XKerNyA0YKOBbIX apuTMuin
y nuy 6e3 CTpyKTypHOI natonorumn cepgua. PacnpoctpaHéHHocTb coctaBnseT 1-5 Ha 10 000 yen., 60MbWMHCTBO NaLMEHTOB GECCUMMTOMHBI,
a [AMarHocTMKa CKpbITbIX )OPM HEpPEeaKo BO3MOXHA C MOMOLLbIO MPOBOKALIMOHHBIX TECTOB C Griokatopamu HaTpueBbix KaHanoB. MpeacTtasneH
cnyyan nauveHTa K., 53 ner, y kotoporo 6pyragonofobHble 3aMeHeHus 2 Tuna no anekTpokapauorpadun CriydanHo BbiSIBIEHbI NMPU BbI30BE
CMI no nosoAy TOLHOTbLI, PBOTHI U Anapeun. bpyragonogobHeivi natrepH B oTBeaeHusx V1-V2 coxpaHsncs npu noBTOpHbIX pernctpaumsax IKI.
Mocne ncknioveHnss MBC 6bin npoBeaéH NpokaMHaMUAOBLIA TECT C MOMOXUTENbHOW MHAYKUMen nattepHa 1 Tuna. MNaumeHT 6bin HanpaeneH B
crneumanuaMpoBaHHbIN LEHTP, rae no pesynstatam OPU BepudvumMpoBaH nNpokanHamua-MHAYLMPOBaHHbIM natTepH bpyraga 1 tuna. Cnyyan
[EMOHCTPUPYET 3HAYMMOCTb MOSTHOLIEHHOIO [ABYX3TanHOro AWAarHOCTUYECKOro anroputMa Ans WHAMBUAyanu3npoBaHHOW cTpatudukaumm
apuUTMMNYECKOro p1cka.

KnioueBble cnoBa: cuHapom bpyraga, natrepH bpyraga, npokanHamug, npoBokauvoHHas npoba, BHe3anHas cepaeyHas CMepTb, NePBUYHbIE
anekTpuyeckne 3abonesanus cepgua, IKM-guarHoctvka, ctpatudurkaums pucka

Abstract. Brugada syndrome is a hereditary channelopathy associated with a high risk of life-threatening ventricular arrhythmias in individuals
without structural heart disease. Its prevalence is 1-5 per 10,000 persons, and most patients are asymptomatic; diagnosis of concealed forms
is often possible through provocative testing with sodium channel blockers. We report a case of a 53-year-old male patient K., in whom type 2
Brugada-like ECG changes were incidentally detected during an emergency medical services call for nausea, vomiting, and diarrhea. A Brugada-
like pattern in leads V1-V2 persisted on repeated ECG recordings. After exclusion of coronary artery disease, a procainamide challenge test was
performed and yielded a positive result with induction of a type 1 pattern. The patient was referred to a specialized center, where endocardial
electrophysiological study (EPS) confirmed a procainamide-induced type 1 Brugada pattern. This case demonstrates the value of a complete two-
stage diagnostic algorithm for individualized arrhythmic risk stratification.

Keywords: Brugada syndrome, Brugada pattern, procainamide, drug challenge test, sudden cardiac death, primary electrical cardiac disorders,
electrocardiographic diagnosis, risk stratification.
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