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Acute intermittent porphyria (case report)

The case of acute intermittent porphyria is presented in connection with the rare occurrence of this disease, a variety of clinical

manifestations, difficulties in diagnosis.
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Mopdupun — ato rpynna 3abonesaHuin, B OCHOBE KOTOPbIX
TNEeXUT HapyLLeHve BuocnHTesa rema, npmBoasiLLee K 3bbITOHHOMY
HaKOMMEeHWIo B OpraHn3me Nopup1HOB U UX NPEALLECTBEHHNKOB.
Yaue Bcero nopdupum BO3HUKAKT B pesynbrate HacnencTBeH-
HbIX AedeKTOB B (hbepMeHTaTUBHbIX cUcTeMax BocMHTe3a reMma
[1]. Hanbonee yacTto nopdumpusa BcTpevanacb B CpegHue Beka
B LLiBeunn n LBeriuapun, n 3aechb, ckopee Bcero, 3apoaunca Mg
o Bamnupax. C atorn 6omne3Hb0 XopoLuUo 3Hakombl B EBpone, oco-
B6eHHO B KoponeBckux AMHacTnax. O6 aTom B cBoen kHure «Bukro-
puaHubi» (2002 r.) nuweT nctopuk Hapto YuncoH. 3abonesaHve
nepecTtarno BCTpeyaTbCs TONbKO Nocre LapcTBusi Kopornesbl Buk-
Topum (1819-1901). [lo atoro B GpMTaAHCKON KOPOMEBCKOW CEMbE
HacneacTBeHHasi nopdupums 6bina vyacTbiM cTpagaHueM. Mvien-
HO OHa 6bina npuYMHOW cymacluecTus aeaa Buktopum, kopons
leopra lll. B neprog ¢ 1955 no 1959 r. npumepHo 4000 niogen us
10ro-BocTodHoM AHatonun (Typuusl) onncaHbl C NPOSIBIEHNAMMU
nopdpupumn n3-3a ynotpebneHusa rekcaxnopbeHsona, yHrmumaa,
KOTOpbIN ObIn Ao06aBneH B NpopocTku nweHuubl [2]. O ceasn nop-
hvpuM ¢ BaMnMpu3mMoM BrnepBble 3asBun goktop i Unnuc us
Benvkobputanun. B 1963 rogy oH npepctasun B Koponesckoe
MeamumnHcKkoe obLecTtBo MoHorpaduo «O nopcmpum u aTmono-

rmn o6OpOTHEN», KOTopas coaepXana ov4eHb NoapobHbIN 0630p
NCTOPUYECKNX ONUCaHWI 0BOPOTHEN-KPOBOMNUIALL B CONOCTaBAEHUN
C CMMNTOMAaTUKON Nopcrpun.

Mopdupun mMoryT GbITb Kak HacneacTBEHHbIMU, Tak U Npu-
obpeTeHHbIMU. Bce nopdumpumn siBnsitotcsa HacnegyeMbiMu no
ayTOCOMHO-AOMWHAHTHOMY MPU3HaKy, 3a UCKMYEHWEM MuLLb
BPOXAEHHON 3pUTPONO3TUYECKON Nopdupum, KoTopasi Hacneay-
eTcs N0 ayTOCOMHO-peLecCUBHOMY NpusHaky. [laHHoe 3abone-
BaHMe obycnoBrneHo HaKoMMeHMEeM W MOBbILEHHOW 3KCKpeLnen
NOpcOMPUHOB U UX NPEALLECTBEHHMKOB (aMUHONEBYNMHOBOW KUC-
notbl, nopcpobunuHoreHa). Hekotopble nopcupumn geboTupyoTt
0CTpO, Kak, Hanpumep, HacneacTBeHHas Konponopgupusi, ocTpast
nepemexaroLasica nopcmpus UnNu BapueratHasi nopdupus, a He-
KOTOpblE MMEIT XPOHUYECKOe, OTHOCUTENBHO CTabunbHOe TeueHne
(BpoXXgeHHaa nopdupus, apuTponoatnudeckas nopcpupus). na
OCTpOVi NOPUPUN XapaKTEPHLIMU SBMSIOTCS OCTPble NPUCTYMbI
HelpoBUcLepanbHbIX CUMNTOMOB, KOTOPblE MOTYT NPOAOSXaTb-
ca AnutenbHoe Bpemsl. TN Nopduprmn xapakTepusyloTcs cre-
OYOLWUMUN KIIMHUYECKUMU NPOSIBNEHNSIMU: abaoMuHanbHas 6onb,
HeB-porornyeckue, NCMxmnyeckne HapyLLeHusl, okpallMBaHNe MO4U
B PO30BbIi LIBET. Y NaLMEHTOB C XPOHUYECKMMM NOPHUPHUAMM YaLLe
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BCEro MMEITCS KOXHble NPOosiBNEHNsIM 6onesHu, BOBNEYEHNs ne-
YeHW 1 HEPBHOW CUCTEMbI B MATONOMMYECKUI MPOLECC MOXET U He
6bITb, ANS1 HUX HE XapaKTepHbl OCTpble aTaku 3abonesaHns. Kpome
TOro, NOPUPUN AENATCH HA NEYEHOUHbIE U 3PUTPONOITUYECKME.
OpuTtponoaTtunyeckme nopdupun BCTPEYAOTCS JOBOSILHO PELAKO,
00bIYHO COMPOBOXAAKTCA reMonn3oM, oToceHCcMbunuaaumen,
NpOSIBNSIIOTCA B MNIAAEHYECTBE U 3a4acTylo NPUBOANAT K Nnetanb-
Homy ucxoay [3].

HaunbGonee pacnpocTpaHeHHbI TUN Ne4YeHOYHON nopdu-
pun — 31O ocTpasi nepemexatoasaca nopcpupusa (OMM). Mpu-
YMHOM BonesHn CryxuT pepmeHTaTMBHbIN AedekT nopdodbunu-
HoreHAe3aMuHasbl, onpegensioLlen nepexoq nopgobunmHoreHa
B rmapokcumeTunéunaH. B pesynsrate npoucxoamT HakonneHue
npegLecTBeHHUKOB rema D-amuHoneBynuHoBom knucnotbl (D-AJIK),
OKas3blBaloLLEeN HEMPOTOKCUYECKoe AeNCTBUE 1 NopdoduNnHoreHa,
KOTOpbIN NpMAAET MoYe XapaKTepHYH okpacky. MpoBoLMpyoLLMM
dakTopomM MOXeET ObITb ynoTpebneHne aHanbreTMkos, cynbda-
Hunamuaos, 6apbutypatoB. Ansa knuHukn ONIM xapakTepHbl cne-
AyloLlmne MOMEHTbI:

1) ABgomuHanbHasa 6onb. ABNAeTcs cambiM pacnpoCTpaHeH-
HbIM CUMMITOMOM 3aboneBaHus u BcTpeyaeTcs B 99% cnydaes.
OBbIYHO 3TO KONMKOOBpa3Hbie 60K, NoKanM3oBaHHbIE B HXHEN
YacTy XMBOTA CreBa U ANSLUMECS OT HECKOSbKMX YacoB A0 He-
ckonbkux cyTok. Pegko aboomuHanbHas 6onb conpoBoXaaeTcst
NMXopagKon, NEenKoLUMTO30M UMN NepUTOHEeanbHbIMU 3HaAKaMM.
YacTo BO3HMKatOT TOLWHOTa U pBoTa. CyLLecTByeT O4eHb XapakTep-
HOe HeCOOTBETCTBME MexXay Xanobamu nauneHTa n cepbesHbIMU
KNMUHUYeckUMU AaHHbIMU. B pspge cnyvaes 3abonesaHue nposie-
nsetcs nuwb nape3omM 6e3 abgomuHansHon 6onu.

2) Mbiwe4yHas cnabocTb U HEBPOMOrMYECKNE HapYLUEHWUS.
OG6bI4HO GbIBaIOT Y XEHLUMH penpoayKTUBHOMO BO3pacTa, Xapak-
TepHbl 60NM B KOHEYHOCTSIX M TeTpanapes. Y HEeKOTOPbIX NaLMeHTOB
3aboneBaHye MOXeT NPOSIBUTLCS SNUNENTUHECKUMU NpUnagkamm
(BocTaTto4vHo peako).

3) Mcuxunyeckne HapyweHus. OObIYHO y NALMEHTOB cry4a-
€TCsl NCMXO03, KOTOPbI HAaNMOMWHAET NCUXO03bl MPY LLUN30MPEHUN.
[OvarHocTnyeckme TPyAHOCTU MOTYT MPUBECTU K OLIMBOYHOW
NMOCTaHOBKe MCUMXMATPUYECKOro AuMarHosa, YTo B psde cryvyaeB
BedeT Kk rocnutanu3aumu nauveHtoB ¢ OMM B ncuxuatpuye-
ckne 6onbHuLbl. TpeBora Takke SABNSAETCA XapaKTepHOW 4YepTon
ans OMr.

TwartenbHbIM 06pa3oM JormkHa ObITb U3yvyeHa HacneacTBeH-
HOCTb 6onbHoro ¢ nopdupuen. Npu od6beKTMBHOM 06CcneaoBaHUN
MoryT BbITb BbISIBNEHbI NEPUTOHEANbHbIE 3HAKM, XENTyxa, nepu-
hepuyeckasi HeponaTusi, MOTOPHbIE U CEHCOPHbIE HapyLUEeHWsI.
B nepuop kpu3a BO3MOXHbI apTepuarnbHasi rmnepTeHsus, Taxu-
Kapaus 3a cyeT BO3ByxOeHUsi cMMNaTUYecko HEpPBHON cucTe-
Mbl. JlaBopaTopHas AvarHocTuKa BKoYaeT obLuii aHann3 Mo4u
(xapakTepHa po3oBasi Okpacka MO4M), KaYECTBEHHYIO peakuuto
Ha nopcdoOunMHoreH, obLWUn aHann3 KpoBW (XapakTepeH Nemnko-
unTo3), BUoXMMMYeckoe nuccnefoBaHUe KpoBU (rMnoHaTpuemus,
runokanMemusi, T’MnoxnopemMusi, yBenuyeHne nevyeHouHbIx gep-
MeHTOB) [4].

B neyeHun nopdmpuii BbIAENAIOT NATOFrEHETUYECKYO U CUMMTO-
maTuyeckyto Tepanuio. MNaToreHeTuyeckas Tepanus: HasHayeHne
apruHaTta reMma — HOpMOCaHra, KOTopblii ocTaHaBnvBaeT obpa-
30BaHWe MeTabonnToB NopcrprHa 1 KynupyeT HEBPONOrMYECKYo
CMMNTOMAaTMKY, BBEAEHUE TMNEePTOHNYECKUX PACTBOPOB ITHOKO3bl,
nnasmadepes onsa yganexHus usdbitka D-AJIK, BBegeHne pubok-
cuHa (Topmo3uT cuHTe3 D-AJIK), BuTamuHbl rpynnel B. Cumntoma-
TUyeckas Tepanusi HanpasrneHa Ha ycTpaHeHne abaoMuHanbLHoOro
cuHapoma (MopduH, NapaueTamorn), rMnepTeH3UBHOMO CUHAPOMA
1 TaxvKapamm (NponpaHororn, aTeHonon), UCMonb3yTCs CeaaTunB-
Hble npenapartbl (aMVWHa3WH, MopasenuH), cpeacTBa Ans CTUMYns-
LMK KULLIEYHMKA (NpOo3epwH, ceHHa) [5, 6].
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MporHo3. B cny4vae ¢ OII p1ck NOBTOpHbIX atak 6bonesHu Bo
BpEMS PEeMUCCUM KOppenupyeT C 3Kckpeumel NpoTtonopdunuHo-
reHa B MoYe, H13Kasl 3KCKpeLMsi COOTBETCTBYET MeHbLLEel YactoTe
obocTpeHun.

OcrTpas nepemexaroLasicsa nopcmpusi AMarHocTMpoBaHa y na-
LMEHTKN, HaxoauBLlencs Ha nedveHun B PKb M3 PT.

MaunenTka A., 33 roga, 6bina nepeBeaeHa B rematosniornyeckoe
oTaeneHue n3 otaenenunst Hesponorun PKB. XKanobbl Ha cunb-
Hble 60nu B XuMBOTe, 6onee BbIpaXeHHbIe 0KOSI0 Myrka, CyAoporu
MBbILLILL HUXKHUX KOHEYHOCTEN, TPYOAHOCTU pa3rnbaHusi B KONIEHHbIX
cycTaBax U pykax, CHUKeHue maccbl Tena Ha 10 kr 3a 2-3 mecsua,
3MOLIMOHanbHy0 NabunbHOCTb, Nepuoanyecke ranmoLmHaLmnm.
M3 aHamHesa: 25.09.10 nepeHecna Tsxxenyl ocTpyk dusnye-
CKYIO U MCMXMYECKYIo TpaBMy ¢ noteper co3Hanms. C 30.09.10 no
07.10.10 HaxoamMnacb Ha CTaUUOHAPHOM fNeYeHUn B OTAENEeHUn
Hevpoxupyprun BCMI N 1 ¢ gnarHo3om: CoTpsiceHue rofioBHOro
Mo3ra, remaTombl nuua. MNocne BbINUCKA COCTOSIHWE He yryJlua-
J10Cb, OTMEYEHO NOSIBNEHNE «KPACHOW MOYM», GOMM B KMBOTE Ha-
pactanu, 6ecnokovnu ronosHble 6onu, Taxukapgusa. C 13.10.10
no 19.10.10 Haxoamnacb Ha ctauynoHapHoMm nedvernumn B FTKB N 7
C ANarHo3om: XpoHUYECKMiA NaHKPeaTUT C BbipaXXeHHbIM 6omneBbiM
cUHAPOMOM, 0BoCTpeHne. AHeMusa nerkon creneHn. d3odaruT.
CoTpsiceHne rofloBHOro Mosra. AptepuanbHas runeptoHusi. He-
CMOTpPSI Ha NPOBOAMMYIO TEpanuio, COCTOSIHUE MaLMEeHTKU Npo-
pomkano yxyawarbesa n 28.10.10. oHa nocTynaeTt B xupyprude-
ckoe otaenexve PKB ¢ gnarHo3om «ocTpbIvi naHkpeatuT». B cBaAsmn
¢ xanobamu nauMeHTKM Ha CyAoporu, OHeMeHWe, CrnabocTb B HIX-
HMX KOHEYHOCTSIX MOCNe KOHCYNbTaLuuy HeBposiora BblCTaBsieTcs
AvarHos: MoTtopHasi nonupaaunkynoHeBponaTus B popme BSMIOro,
npevMyLLEeCTBEHHO NPOKCcUManbHoro, TeTpanapesa. 02.11.10 oHa
nepeBoauTCs B HeBpororuyeckoe otaeneHne PKB ¢ avarHosom
«cuHgpom luneHa — Bappe». 03.11.10 npoBogMTCA Ka4ecTBEH-
Has peakuusi Ha nopgobunuHoreH, kotopasi AaeT NONOXUTENb-
HbIV pe3yneTtaT (B HOpMe pe3ynbraTt oTpuuaTenbHbIi). B aToT xe
AeHb NauMeHTKy KOHCYNbTMPYET remaTosnor. YUYnTeiBasi aHaMHe3
60nbHOro, NoKpacHeHne MoYx, HEBPOMOTMYECKYIO CUMNTOMATUKY,
nabopaTopHble U3MEHeHWsl, NauueHTKe BbICTaBNSETCS ANArHo3
«ocTpas nepemexatowasics nopdupusi. HasHavaeTcs cooTBeT-
CTBYtOLLAs Tepanusi: MHAY3NS MoKO3bl, CAHAO0CTAaTUH, BUTAMUHbI
rpynnbl B, nporpammHein nnasmadepes. Ha ¢oHe nposognmoro
Ile4eHns NauMeHTKa OTMeYaET yry4lleHne o6LLEero camoyyBCTBUS,
HopManu3aumio uBeta Moyn, nabopaTopHbIX Nokasatenen, He-
Bporiormyeckasi cuMnTomaTtuka ymeHbwaetcs. bonbHas Bbinu-
CbIBaeTCsl B YAOBNETBOPUTENBHOM COCTOSIHUM C peKoMeHaaums-
MW O cobntofieHust pexuma, aueTbl, 06crnefoBaHUs ceMbm U poa-
CTBEHHMKOB Ha nopdupuio.
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