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«MYPMYPHAA TAMHA» NN OCTPAS
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O6beKT nccnepoBaHus. Maunentka ., 16 net ¢ nonMMopdHbIMKU HecneunbrieckmMmn xanobamm, HadnHas ¢ 2011 r.

Llenb nccnegoBaHUs — aHanms pefKoro KNMHMYECKoro criydas MaHudecTaLmm ocTpor nepeMexatoLlenca nopdupum (OMM)
y pebeHka 16 net. MpocneamTb NOCNefoBaTeNbHOCTb HAPACTAHNSA NOMMOPMHOM KIMHNYECKOM CUMNTOMATUKK Y M3MEHEHNS
NabopaTopHbIX [aHHbIX.

MeToabl nccnegoBaHus. [1ns BepudukaLmm anarHo3a MCnonb3oBancs MeTof onpeaeneHns nopdobunuHoreHa (MBM) n 8-
amMuHoneBynnHoBas kucnoTa (AJK) B Moue.

OCHOBHbIe pe3ynbTaTbl. Y NaLVEHTKM MMeNl MeCcTo AMarHo3 oCTpor NepemMexaloLLenca nophrpum, NOATBEPXAEHHbIN Na-
©opaTopHo.

0Ob6nacTb UX NPUMeHeHUs. [oBbILLeHHas BpayeOHas HaCTOPOXKEHHOCTb B OTHOLLIEHWW AaHHOW NaToNormn.

BbiBoAbI. OMbHbIE M3HAYaIbHO NONaAAloT B HEMPOMUIIbHbIE OTAENEHNS, B 3aBUCMMOCTU OT NPeobafiaHus TeX Unu UHbIX CUM-
nTomMoB. MHorve nabopatopun, faxe B KPYMHbIX MEXPernoHanbHbIX KIIMHMKAX, He BNafeloT METOAMKON U crnelmanbHbIMU
peakTBaMu dpavixa Ans onpefeneHus nopPrUprHOB B MoYe. EAMHCTBEHHbIM NaTOreHeTUYeCKM METOLOM NeYeHNs ABNAI0T-
Cs npenapatbl reMa, HeflaBHO NMLEH3MpPOoBaHHbIe B Poccun.

KJIKOYEBBIE CJ/IOBA: oCTpas nepemMexatoLLasca nopeupus, rem, nopoupmHsl, abaommansris,
KPAaCHbIN OTTEHOK MOYM.

Besedina E.A., Kravtsova N.V., Anchutin P.E., Besedina D.Yu., Nechaeva V.D., Yusufova A.Yu., Aliev B.N.
Rostov State Medical University,
Regional Children’s Clinical Hospital, Rostov-on-Don, Russia

«PURPLE MYSTERY» OR SIXTEEN-YEAR-OLD GIRL'S ACUTE INTERMITTENT PORPHYRIA

The Patient G., 16 years old with polymorphic nonspecific complaints, since 2011.

Objective — to analyse rare clinical case of the manifestation of acute intermittent porphyria (AIP) of sixteen-year-old girl, to
trace the sequence of increase of clinical symptoms.

Methods. To verify the diagnosis the method of determination of porphobilinogen (PBG) and 8-aminolevulinic acid (ALA) in
urine was used. It is based on their separation by adsorption on columns with ion-exchange resin (ion-exchange column chro-
matography) with subsequent use of the Ehrlich reagent and measurement of results on a spectrophotometer in the wave-
length range of 500-600 nm.

Results. Acute intermittent porphyria was diagnosed confirmed by laboratory.

Conclusions. At first patients get to the non-core departments, depending on the prevalence of main symptoms, many
laboratories, even in large interregional clinics, do not have an opportunity the technique and special reagents of Ehrlich
to determine porphyrins in the urine, the only pathogenetic method of treatment are heme's drugs, recently licensed in
Russia.

KEY WORDS: acute intermittent porphyria, heme, porphyrins, abdominalgia; red color of urine.

ophupHs KaK TePMITHOTOTIYecKast KaTeropus Obl-

Jla BBeJIeHA B KJIMHUYECKYIO IpakTuky J. Wal-

densrom B 1937 r. BMeCTO MPEAJIOKEHHOTO Pa-
Hee H. Gunter tepMuna «reMatonoppupuss.

Ocrpoie nopdupin — 31o rpya 3a6oseBannii, o6yc-
JIOBJIEHHAsT HAPYIIEHUsIMU TTIOP(GUPUHOBOrO o6MeHa, a
NMEHHO /1e(heKTOM O/THOTO M3 BOCHMH (DEPMEHTOB, ydac-
TBYIOIIUX B CHHTe3€ TeMa. B 3Ty rpymniy BXoA4T: ocTpas
nepeMekalomasca moppupus, HacaeJCTBeHHAs KOMPO-
nopdupusi, BapreratHas nopdupust u nopdupus, o6yc-
JIOBJIEHHAS 1e(PUITUTOM JeTHAPATA3BI §-aMITHOIEBYJIHHO-
BOI KMCJIOTBI.

KoppecnoHgeHuuio agpecoBaTh:
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344022, r. PoctoB-Ha-[oHy, nep. HaxnyesaHckmn, 4. 29,
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Ten.: 8 (863) 250-42-00.

E-mail: nelson9857@yandex.ru

B ocnoBe pasButnsa kaxaoi ¢hopMbl mophupun Jie-
JKUT TEHETUYECKN 0OYCJIOBJIEHHOE CHIKEHWE WU OT-
CYTCTBHE aKTUBHOCTHU OTIPEIEJEHHOTO (DepMEHTa B IIEIH
6uocunTe3a reMa. Kak pesysibTar, PORCXOAUT H36BITOY-
HO€ HAKOILIEHNE MPOAYKTOB NOPGOUPUHOBOTO O6MeHa B
nenu gedextHoro sH3MMa. ['eHbl DepMEHTOB PaACIIOJIO-
JKEHBI Ha PA3HBIX XPOMOCOMAX U HE UMEIOT TPYIIIOBOi
crierviedHocTd. CHIDKeHne akTuBHOCTH (hepMenTa 10 50 %
OT HOPMbBI MOJKET HE UMETh KINHUYECKUX TIPOSIBJIEHNUII.
ITpu TOKCHYECKUX K€ KOHIIEHTPAIUSIX TIPOUCXOIUT Ma-
HudecTanusa KIMHTYeCKoi KapTuub! [1, 2].

IMopdupun He ABASIOTCS SHAEMUIHBIME 3a60/1€Ba-
Husimu. Yactora BeTpedaeMocTu ocTpbix (opM mopdu-
puit cocraisger 7-12 caydaeB Ha 100 ThICSY 370POBBIX
JIoielt, yactota 6eCCUMITOMHOTO HOCUTETbCTBA T€HETH-
4ecKux 1e(DeKTOB, MPUBOASIINX K OCTPHIM HOPhUPHSIM,
coctasyisteT ~ 30-100 cayyaeB na 100 Thicsd YenoBex [3].
[Tpu sTOM OcTpas nepeMmeskaiomascs mopupus BCTpe-
qaeTcs, MO pa3HbIM orleHKaM, B 1-10 ciayyasax Ha 100 TbI-
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CsTY HaCeJIeHus, a B OT/IeJIbHBIX PErHOHAX Psijla CTPAH ce-
BepHOII EBPOITbI YacTOTa HOCUTENBCTBA MyTAHTHOTO T€HA
Mosker gocturarh 60-100 xHa 100 ThIcSTY Hacenenus [4-6].

Camoit yacToil KIuHIYecKol (HOpMoit ABISIETCS OCT-
pasi nepeMeskaionasics: nop@upusi, MPUCTYIbI KOTOPO
mpoTekaloT Hanbosee TsoKesa0. B ocHOBe KIMHMYECKOH
KapTHHBI OCTPOH TepeMeKalomieiicss mopupuu Jexur
HapyireHre (DYyHKIINOHUPOBAHUSI BETETATUBHON PEryJisi-
1M KapJnaJbHble CUMIITOMBI (TaXUKap/ust, apTepHab-
Has runepreHsus ), abaoMuHaIbHBIE cuMNTOMBI (601 B
JKUBOTE, 3aM0Pbl, TOUIHOTA, PBOTA, PEKE [uapes ), HeB-
POJIOTHYECKHE W TICHXUYECKHE CUMITTOMBI (TTOJTMHEBPUTHI
¢ pasBuTHeM nepudepuIecKux mape3oB U IyBCTBUTEJb-
HBIX HAPYIIEHWi, MOPa’KeHNe YE€PEMHBIX HEPBOB, TIPU-
BOJIsIIIlEe K T1ape3aM, Ta3oBast AUCQYHKIIUS, SNUTENTH-
YecKue MPHUCTYIIbI, KOMa, 3MOIIMOHATbHAS JAGUIbHOCTD,
NOBeJIEHYECKIE PAacCTPOcTBa, raamonuHanmm) [7].

Ilesib paGoOTHI — NPOBECTH AHANU3 PEAKOrO KJIUHU-
YeCKOro c/ayyast MaHU(EeCTAIIMU OCTPOil IIepeMesKaroIeli-
cst nopdupun y neBouku 16 Jiet, mpocaeanTb mocae10-
BATEJbHOCTh HAPACTAHMS MOJUMOPQHON KIMHIIECKOM
CHUMITTOMATUKY Ha (DOHE TPOBOAMMON TEPANUU U U3ME-
HEHUS JTa00OPATOPHBIX JAHHBIX.

MATEPUAJIbI N METOLbI

Komnngecknil caydaii: manueHT — geBouka 16 jer,
Haboganachk B PocToBckoil 06/1aCcTHON JEeTCKOR KJIH-
nuaeckoit Gopauie (FBY PO OJAKB) B nepuoa 2017-
2018 rr.

B nepuoa npe6GbiBanust B cTanmoHape GbLIN MPOBe-
JIEHBI CJIEYIOIINEe MCCAeMOBAHMS:

- CyTOYHOE MOHUTOPHPOBAHWE apTEPHATBHOTO JABJIe-
nusa (CMA/D);

- obmwmii anamms kposu (OAK);

- amajm3 KpoBu Ha Apcrpanuiickuii anturen (HbsAg)

u Mapkepnl TenatutoB A, B, C, /l;

- aHaaM3 KPOBM Ha KUCJIOTHO-MIEJTOYHOE COCTOSTHHE

(KIIC);

- JCcclIe[oBaHue reMorjio6uHa B MOYe;

- agnexrpokapauorpadus (IKT);

- anekrposHuedanorpadusa (IT);

- peosunedanorpadus (PIT);

- sxokapanockonus (IXOKC);

- o6muit anaaus moun (OAM);

- PEHTTeHOBCKas KOMIbIOTEpHas ToMorpadust o6ac-

1 nouek u Masoro Tasza (PKT OBII);

CBepneHunsa 06 aBTopax:

- ompejesieHne cojepxanust nopduprHoB B Moue. IIpo-
Bogusoch B OI'BY «I'emaronornvyeckuil HayuHblit
neaTp PAMH». Meton onpenesenns TopgoOHInto-
rena (IIBI) u §-amunoreBymHOBOH Kucaotsr (AJIK)
B MOYe OCHOBAH HAa UX PA3J/IJEHUN C HOMOIIBIO /-
copOLMK Ha KOJIOHKAX ¢ MFOHOOOMeHHOii eMoJioit (ro-
HOOOMEHHAsI KOJIOHOUHAs XpoMaTorpadusi) ¢ mocje-
JYIOIMM HCIIOJIb30BAaHUEM PEAKTHBA JPJnUXa U U3-
MepeHHeM pe3yJIbTaTOB Ha crieKTpodoToMerpe B 1u-
amazone gauH BoaH 500-600 mMm;

- KOHCYJIbTAI[MH CIIEIIUATUCTOB: HEBPOJIOT, 9HIOKPH-
HOJIOT, THHEKOJIOT, OPTOIIE/.

PE3YJIbTATbBI 1 OBCYXAEHWNE

AHaMHe3 3a60.JieBaHUS

3abosieBanme y 1eBoUKn 16 €T 1e610THPOBATIO B CeH-
Tsa6pe 2017 r. abmoMuanTueil, B CBSI3M ¢ YeM OHA ObLIa
TOCIIUTAIN3UPOBAHA B T'MHEKOJOTHYECKOE OT/IEJIEHHE,
r/ie BBICTaBJIEH JUAarHo3 «AgHekcurs. Uepes 2 aHs oT-
MEYaJIKCh: NOBbILIEHNE apTepuaibHoro gasienus (A1)
1o 160,100 MM pT. CT., TOHHYECKHE CYTOPOTH, TOTEPST
CO3HAHUS. YXYy/IIIEHNe COCTOSTHUST MOCIYKHIJIO TIOBOJIOM
JUIsI TIEpeBo/la B peaHnMannoHHoe orzesnenne. Ha ¢one
MHTEHCUBHOW T€paNuy CUMIITOMATHKA PErPecCHpoBaa.

B mosi6pe 2017 1. mOSBUIHCH Kaa00bI Ha cJ1a60CTh,
MOHIKEHHOE HACTPOEHUE, BIIEPBbIE BbISIBIEH KPACHDIH
OTTEHOK MOYH.

B nexaGpe 2017 r. BHOBb HOSIBUINCH GOJIM BHU3Y
JKUBOTA, TOsICHUIE, TTobeM A/, Taxukap/us, uaMeHe-
HUe OTTEHKA MOYU B T€YEHUE CYTOK OT COJTOMEHHO-3KeJI-
TOTO J10 KpacHoro. CralioHapHoe JiedeHne 110 MeCTy JKU-
TeJbCTBA — (€3 MOJIOKUTETBHON JAMHAMUKY.

B stnBape 2018 rozy sieBouka Gbljia KOHCYJIbTUPOBA-
Ha OOGJIACTHBIMU CIIEIMATUCTaMK. BbIcTaBIeH AMarnos:
«CHH/IPOM BEreTO-COCYAMCTOIN JANCTOHUN, CUMIIATHKO-
TOHMSI, TAPOKCU3MAJIbHOE TedeHne. ACTeHO-HEBPO30IIO-
no6Hoe paccTpoiicTBo. ['otoBHBIE 6OJIN HATIPSIKEHNS.
XpoHudeckuit ajHeKcuT, BHe obocTpenus. JlucdyHKims
sugHuKOB. [ledurmt Macenl Tesa 1 crenenns.

[lanbheiitee o6ciiesioBatue U jedenne ObLIo IpoBe/ie-
Ho B HeBposiormyeckoM otaenernn [BY PO «O/IKB», tie
manuenTKa Haxoamaach ¢ 12.01.2018 r. mo 25.01.2018 r.
¢ mnarno3oM: «CHHAPOM BereTaTHBHON [UCOYHKINH 110
CMEIIAaHHOMY THILY, aCTEHOHEBPOTHYECKUI CHH/IPOM, HOY-
Hble [ICUXOMOTOPHBIE MAPOKCU3MbI HA PE3U/yanTbHOM (ho-
He. /JlerpeccuBHbIIT ATIM30/] CPEJIHEI CTEIIEHH TSIXKECTH .
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3a BpeMsi IpeGbIBaHNUST B CTAIIMOHAPE OTMEYAIHCH 60-
JIN BHU3Y KMBOTA, HOYHBIE NICHXOMOTOPHBIC TTAPOKCH3-
mbl, mepenaast A/l 160,100 MM pt. c1. — 120,/80 MM
PT. CT., COIPOBOXK/IAIOIINECS TaXUKap/Heil, peskoit 6res-
HOCTDBIO, MOTJINBOCTBIO, IEPUOJNYECKH, B T€IEHHE JIHS,
Ha6JTI0/IA7IOCh I3MEHEHIe OTTeHKAa MOYHM OT COJIOMEHHO-
JKeJIToro 10 KpacHoro. IIpoBegenHoe 1a60paTOPHO-THC-
TPyMeHTaIbHOE 00C/IeI0BaHIe BBISABHUJIO: aHEMHIO JIeT-
KOI CTeleHn TSKEeCTH, YCKOPEHHYI0 CKOPOCTh OCEAAHNUS
spurporuroB (COI), obumii ananus mMoun 6e3 mato-
gorun; PKT OBII n mMasnoro taza — npusHaku anddys-
HBIX M3MEHEHUI MeYeH!, BOCHAINTEJbHbIC N3MEHEeHNS
B MaJIOM Ta3y.

Ha ¢one nposegentoit tepanuu (aHa bruH, AUME/-
pou1, ApoTaBepuH, ANGA30J, aMUHA3UH, PEJTAHUYM, MTHpa-
I[eTaM, aMUTPUNTIVINH, Kap6aMa3ennH, COHaNakKe, Ife-
(anepason, uGyden, Joparajiut, SHATAIPUI, KOPOHAT)
BBIIIEOIICAHHbIE KAJI00bI PErPECCUPOBATIHN, OJHAKO COX-
PaHATICh NOHIDKEHHBIN (DOH HACTPOEHNS, HETAaTHBH3M,
KpaiiHe 6bICTpast yTOMJISIEMOCTD, CHIDKEHHBIH amIeTuT.

[osiBnenne B depasne 2018 r. cuMITOMATHKY B BU-
Jie BBIDasKEHHOTO BSJIOTO TeTpamnapesa, KIY4nX, IpocTpe-
JIUBATONHX 60JIell B KOHEYHOCTSX, TUCPOHNH, 2JIEMEHTOB
mucdaruu, 6bLIO paciieHeHo Kak cuaapoM Initena-Bap-
pe. /leBouka ObLTa BHOBb FOCHHUTAIN3UPOBAHA B HEBPO-
norudeckoe orgenenne 'BY PO «O/IKDb».

Bour mpoBesen BpaueGHBIN KoHCHIMYM. IIpnHIMas
BO BHHMaHWE KJINHUKO-aHAMHECTHYECKHe JaHHbIe, BBIC-
Ka3aHo Mpe/IoIoXKeHne o auarnose: «lloppupms, Tox-
cidecKas MOJMHeHponaThs, BAIbIH TeTpanapess.

B cBs31 ¢ OTCYyTCTBHEM TeXHHYECKON BO3MOSKHOCTHI
MOATBEPSKICHNS INATHO3a B MEAUIINHCKIX YIPEsKICHN-
ax T. PocroBa-na-/[ony marmentka Oblja HallpaBJIeHa B
DIBY «I'emarosnornueckuil Hayunbiil neurp PAMH»,
T/le NarHo3 GbLT MOATBEPIKIEH.

PesyabraTsl nccreoBanus
cozepskaHus OpUPHHOB B MoUe

MeTo/1 KOMMYECTBEHHOTO Onpe/ieennst mopdoOuim-
norena (ITBI) n §-amunoneBymHOBOH KucaoTsr (AJIK)
B MOY€ OCHOBAH Ha WX Pa3leJeHUH C MOMOIIBIO acop-
6LIMU Ha KOJIOHKaX ¢ MOHOOGMEHHOH cMoJioit (MoHO06-
MEeHHas KOJOHOYHAs XpoMatorpadust) ¢ mocIeyonnM
MCHOBb30BAaHMEM PEAKTUBA JPJINXa W M3MEPEHUEM Pe-
3yJIBTATOB Ha CIEKTPO(OTOMETPE B AMANA30HE JJIHH
BosiH 500-600 um. O6mme mopdupunst — 0,725 mr/n
(N 10 0,15 mr/n); IIBI' — 90,11 mr/n (N g0 0-2 mMr/n);

Information about authors:

AJIK — 22,14 mr/n (N go 0,1-4,5 mr/n). Takum 06-
pasoM, auaraos «Ocrpast mepemeskaoasics nopdupust
(OIIII)» 6bL1 TTOATBEPKAEH.

Jleuenue

ITHOMATOTEHETUIECKAST TEPAITHST: aPTUHAT TeMa, Pac-
TBOP T0KO3bI 20 %, puGOKCcHH 2 %, CEaHCHI TIa3Ma-
(depesa. OTMedanach MONTOKUTETbHAS TMHAMIKA TEYEHUS
3abomeBanus Ha (POHE TPOBOAMMON TEPAIMHU, PErpecc
HEBPOJIOTMYECKOH CUMIITOMATHKN, HOPMAJIN3aIHsl 1IBE-
Ta MOYH.

3AKITKOYEHNE

Chaoxnoctu guarnoctuku n jgedenus OIIII cocro-
AT B caeaylomeM. B ¢Bg3u ¢ moanMOop@HOCTHIO KINHI-
YECKOH CUMIITOMATUKHU, OOJIbHbIE N3HAYAJIBHO FOCIIITA-
JIMBUPYIOTCS B HEMPO(UIbHBIE OTAEIeHNS. Y YUThIBAs BO
BHUMaHue TOT (PaKT, YTO YACTOTA BCTPEUAEMOCTH JlaH-
HOW TTaTOJIOTUU OYeHb HU3Ka, YPOBEHb BpaueGHOW Hac-
TOPOKEHHOCTH HEBBICOK. /[MarHo3 JaurtesbHOE BpeMs
OCTaeTcs HEyTOYHEHHDBIM, BIIOCJE/ICTBUU, KaK MPABUIIO,
YCTAHABIMBAETCS OMUOOYHBIN TIO BEAYNINM KINHUIEC-
KUM IIpU3HAKaM.

[MosmMopdHOCTD KIMHIYECKON CUMITOMATHKY U Ha-
JIMYMe TAaKOTO 3KCBU3UTHOTO NTPU3HAKA, KaK N3MeHeHue
OTTEHKA MOYH, JIOJIKHbBI BbI3BATh MOBBINIEHHYIO HACTO-
PO’KEHHOCTb B OTHOIIEHWH MOPGHUPUN.

CuMmnToMaTiuecKoe JedeHne, MpoBOANMOe Topdu-
PUHOTEHHBIMU JIEKAPCTBEHHBIMU NPENapaTaMu, SIBJISET-
¢ Hea(DHEKTUBHBIM U TPUBOJANUT K PE3KOMY YXY/IIIIe-
HHIO COCTOSTHUSI OOJIbHBIX.

Kaxk pesysbraT HU3KOI BpauyeOHON HACTOPOXKEHHOC-
TH ¥ HEBBICOKOH 4aCTOTBI BCTPEYAEMOCTH JTAHHON 1aTo-
JIOTUU, BO3HWKAET HU3Kas BOCTPEOOBAHHOCTD B CIEITH-
AJIM3UPOBAHHBIX METOJMKAX OIpe/eeHIsl YPOBHS MOP-
(upmHOB ¢ MpUMeHeHNEM PeaKTHBa JPJNXA.

EamHcTBEeHHBIM MATOTEHETUYECKUM METOIOM Jiede-
HUS SBJISIIOTCS TIperapaThl TeMa, HeJaBHO JIUIEH3UPO-
BanHble B Poccum.

NHdopmaunsa o puHaHCMpoBaHUN

1 KOH(NNKTe NHTepecoB

ViccnepoBaHue He Meno CI'IOHCOpCKOVI noaonep>xkKn.
ABTOPbI LEKAPUPYIOT OTCYTCTBME ABHbIX M MOTEHLMANb-
HbIX KOHd)J'II/IKTOB MHTEPECOB, CBA3aHHbIX C I'Iy6J'II/IKaLI,VIEI;I
HacTosLLEeN CTaTbi.
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